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Late-onset Pompe-disease (LOPD) is an adult form of the glycogenosis type II. 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 tTuna (OMIM 232300) — 3aboieBa-
HHE TPYIIIEI 00JIe3HE HAaKOTUICHUSI, HaCIeoAyeMOe TI0 ay-
TOCOMHO-PELIECCUBHOMY TUIIY M OTJIMYAIOIIEeCsT 3HAUM -
TEJIbHOU KJIVHUYECKOM u TEHETUYECKOU
reTepOreHHOCTHIO. 3a00JIeBaHNe TAKXKe N3BECTHO KakK 00-
ne3nb [Tomme (BIT), Ha3BaHHAs B YeCTh TOJUIAHACKOTO
natonoroaHaroma k. ITomme, Bnepsrie B 1932 1. onu-
CaBIIIETO JICTABHBIN CTydail ¢ peOeHKOM 8 MeC ¢ MYJIb-
THUCUCTEMHBIM TTOpaXXeHUEM: KapAIUOMUOIIATHEH, TbIXa-
TEJILHOM 1 TIEYeHOYHOM HETOCTATOTYHOCTHIO B COUETAaHNN
C TIPOTPECCUPYIONIECH T€HEePAJIM30BAHHON MBIIIECYHOM
cnabocthio [1]. B ocHoBe atuomaroreHesa bII nexwur
IeUIUT KUCIION o-TIroKo3uaassl (a-I'3/1), o0yciaoBieH-
HBIN MyTanueit B reHe GAA, 9TO TIPUBOIUT K M30BITOUHO-
MY HaKOIUICHHIO TJINKOTEeHA B TM30COMaX M B KOHEUHOM

UTOre MX pPa3pylieHUI0 C TOCIEAYIOIUM KacKaaom
CTPYKTYPHBIX HapyllieHU#t Kietku [2, 3]. B mociaegHee
BpeEMsI B ITaTOreHe3e 3a00eBaHus OOJbIIYIO POJib OTBO-
ST aHOMaJibHOM ayrodaruu [4, 5]. JIN30COMBI IBIISIOTCS
OJIHOI M3 OCHOBHBIX COCTaBJISIONIMX BCEX KJIETOK Opra-
HU3Ma, YTO U OMPEAESIET MYJIbTUCUCTEMHOCTb MOPaxKe-
HUS MPU JAaHHOM TUIMe 0ose3Hel HakomaeHus1. Mopdo-
JIOTUYECKUE U3MEHEHMUSI, CBSI3aHHbIE C TIM30COMATbHBIMU
HapyIICHUSIMU 110 TUITY TJIMKOT€HO03a 2-TO THUIIA OITMCAHBI
B CKEJIETHBIX MBILIIIAX, MBILILAX S13bIKa, CEPALIE, a TAKXKE
CTEHKaX COCYJIOB, MbBIIIEYHOM CJIO€ MOYEBOIO MY3bIPS
Y HelipoHax nepudepruieckoii U HeHTpaJlbHOM HEPBHOM
cucreMsl [6]. CieayeT OTMETUTH, YTO HAaMOOJIBIINE M3-
MmeHeHus 1ipu BIT oOHapy>k1BatOTCsI B MBIIIIEYHOM TKAHU,
KOoTopasi MO3TOMY 4Yalle BCEro SBISETCS IPEAMETOM
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MIPYKU3HEHHOTO MOPMDOTUCTOXUMUIECKOTO TUATHOCTH -
YeCcKOro ucciaenoBa-Hus [7].

BIT — nepBoe 3aboaeBanue, kotopoe B 1963 1. GbUTO
KJaccupuIMpoBaHO Kak 00Jie3Hb HaKoruieHus [8]. B mmo-
CJIeMYIOIIEM CTaJI0 OYEBUIHO, YTO, KPOME KIaCCHUECKOU
nHpaHTIWIBHOM (opMbl, mMeeTcs 1 BIT ¢ mo3pHmM Hava-
som (BITITH). BIIITH MoxXeT OBITh AMArHOCTMPOBaHA
B Bo3pacTte oT 1 roga mo 75 net u ctapure [9]. ITombsiTku
KJIaccU(UIINPOBaTh 3a00JIeBaHIE B 3aBUCUMOCTH OT BO3-
pacTa 1e0roTa He UMEJIH yCITeXa, U CETOMHS paccMaTprBa-
IOTCSI TOJIBKO 2 KIMHUYECKHE (hOPMBI TJIMKOTeHO03a 2-TO
tina: nHdaaTuwibHasg bIT (MBIT) u BITITH [10]. Komuau-
yeckast quarHoctrka MBIT ocHOBBIBaeTCSI HA OTHOCUTEITb-
HO YeTKMX KPUTEPUSIX: 00IIast MBITIIETHAsI CJIA00CTh 1 TH-
MOTOHMS, CJIAOBIA KPWK, IBIXaTeJIbHbIC HAPYIICHWUS,
3aTPYAHEHUS TIPU COCAHUU TPYAU U YBEJIMYECHHBIN SI3bIK.
DTO TO3BOJISIET UH(POPMUPOBAHHOMY Bpady 3aIl0I03PUTh
MBII 1 B KOHEUHOM UTOTEe JOCTATOUYHO OBICTPO MOCTABUTh
npaBusibHBIN auarHo3. MBII xapakrepusyercst moamop-
raHHOM MaHM(ecTalMeil Ha IIEPBOM IOy XXU3HH, B 00JIb-
IIMHCTBE CIIy4aeB MMEET TsDKeJIoe TeUCHHE U IIPU OTCYT-
CTBUY JICUCHUS 3aKaHUYUBACTCSI CMEPTHIO.

3HAYNTEAbHO OOJIBIIINE TPYAHOCTA BO3HUKAIOT
npu aguarHoctuke BITITH, Tak Kak OCHOBHBIE XajOObI
SIBJITIOTCS HEeCTTeMM(PUISCKUMU, CBSI3aHBI CO CIA00CTHIO
CKEJIETHOM MYCKYJIaTyphl, OOBIYHO pPacCMaTPUBAIOTCS
B paMKaX BO3PaCTHBIX MU3MEHEHU, 0COOCHHO Y TOXIIIBIX
JINII, ¥ TOJTBKO TT0 Mepe HEYKJIOHHOTO TTPOrpecCupOBaHUs,
pa3BUTHS aTPOGUIECKIX U3MEHEHWI 1 CHIKCHMST Kade-
CTBa XW3HU 3aCTaBJISTIOT 3alOI03pUTh OTHY M3 (OpM
MIePBUYHO-MBIIIIEYHON MATOJOTHH 10 THUITY ITOSICHO-KO-
HeYHOCTHOU muonatuu [11]. JlnarHocTuueckKue CI0XKHO-
ctu ycyryonsitorcst tem, uyro npu BIIIIH usmeHeHus
CO CTOPOHBI CKEJIETHBIX MBIIIIL] MOTYT OBITh MUHUMAJIbHbI-
MM, TaKKe KaK U3MEHEHHMSI CO CTOPOHBI cepama (Kak mpa-
BWIO, KapAWOMMONATHS) Y AbIXaTeJIbHAs HEAOCTATOY-
HOCTbB, WJI UMETh 3HAUYMMBbIC KIIMHUICCKIE TTPOSIBICHMS
TOJIBKO Ha CTaIWM OYEBUIHBIX M3MeHEeHUM. IlarmeHTsI
¢ BITITH MoryT aiuTeabHOE BpeMs OCTaBaThCsl aKTUBHbI-
MM, 3aHUMAThCSI CIIOPTOM M CYIIIECTBEHHO HE MEHSTb
00pa3 XKMU3HU, NMesI eIMHCTBEHHOE OTKJIOHCHME B BUIIE
HEOOBSICHUMOTO TIEPCUCTUPYIOIIETO TTOBBIIICHUST Kpea-
tuHochokmHazbl (KDPK).

CospemenHas auarHoctuka BITITH ocHoBwIBaeTCs
Ha JAaHHBIX KJIMHUKW: HAJIUYWe OTHOCUTEIHLHO M30Mpa-
TeTBHOI CJ1a00CTH 1 aTPpOMUU MBIIIII TYJIOBUIIA C (hOPMU-
pOBaHMEM THIIEPJIOPH03a, CIIa0OCTH TPOKCHUMAJbHBIX
MBI KOHEUHOCTEH, TTIPEUMYIIIeCTBEHHO MBIIIIII CTHOATe-
JIei 6empa, MBI TA30BOTO U TJICYEBOTO MTOSICOB, Kapau-
oMmonaTun (Jaiie Ipyu WHGAHTUIRHOM (dopme), mbIxa-
TEeJIbHOW HEOOCTAaTOYHOCTH; MOAaHHBIX JIa0OPaTOPHBIX
HCCIIEIOBAHUN: YMEPEHHOE TTEPCUCTUPYIOIIEE MOBBIIIIC-
aHue KOK, neueHOIHBIX (hepMEHTOB — acmapTaTaMHUHO-
tpaHchepasbl (ACT), amanmHamuHoTpaHCchepassl (AJIT),
JIAKTaTAeTUAPOTEHA3bI, BBISIBICHNN CHIDKCHUS (hepMeH-
TaTUBHOU akTWBHOCTH o-I3/] Mo MeTomay Cyxoro IIsiTHa.

B xoHEeuyHOM UTOTE MUArHO3 TOATBEPKAAETCS OOHApYKeE-
HueM Mytaunu B reHe GAA npu JHK-anammze [12, 13].
DnekTpoHeiipomuorpaduaeckoe (DHMI) uccrenopanue,
HECMOTPS Ha HECTTeIIM(UIHOCTh METOA, OCTAETCS aKTy-
anbHbIM Tpu BITITH, Tak Kak mipu npaBUIbHOM BEIOOpE
MBI JUTSI UCCIIEMOBAHUST UTOJIBYATHIM JIEKTPOIOM TI0-
3BOJISIET YCTAHOBUTH NIEPBUYHO-MBITIIIEUHBIN YPOBEHbD MO-
pakeHUsI, BBISIBUTH CIelIM(UIECKre BUIbI CITOHTAHHON
aKTUBHOCTH U HATIPaBUTh MTOMCK B HYXHOE HaIlpaBJIeHUE.

Jo 2006 . meyenne BIT mpeaycMaTrpuBaio TOJIBKO
CUMTIITOMATUYECKYIO Tepamnuio, HO Tocsie pa3paboTKu
crocoba TOJTy4eHUs] PeKOMOWHAHTHOUN 4YeJl0BEYECKOi
a-I'3[1 n kmmaMYeckoro BHeapeHus: B EBpomne m CIIIA
MeTOoJIa 3aMeCTUTETbHOM dH3uMoTepanuu (39T) oTKpbI-
Jlach HOBasl 3pa B Tepanuu nanueHToB ¢ bI1 u nsydenun
HOBBIX TMOJXOJ0B JieueHUs Oone3Helt HakoreHus. [lep-
BOoHauaJIbHO 3¢ ¢ekTuBHOCTE 3DT B BUOE Yay4ylIeHUS
paboTHI cepalla, yMeHbIIEHUS BBIPAXKEHHOCTHU IbIXaTelb-
HBIX HAPYIICHU U CHUXKEHUS JIeTATbHOCTY ObLIa Mpojie-
MmoHcTpupoBaHa npu MBI, Ho 110 Mepe HaKOIJIeHUS MU -
pPOBOTO OIBITA TOSIBUJINCH COOOIIEHUSI O PEe3yJIbTarax
ncrnonb3oanus 39T npu BITITH [14—16].

B HacTos11eit cTaThe MPUBOAUTCS OTIMCAHKUE TIEPBOTO
HabmoneHust B Poccuu mammeHTa ¢ MOJIEKyIsSIpHO-TeHe-
THyecku noarsepxxaeHHoi BITITH.

Ilayuenm A., 65 aem, unicenep, 6 Hacmosuull paboma-
em 3amecmumenem oupekmopa wkoavl. Obpamuncs c Jcano-
bamu Ha mpyonocmu npu xo0vbe, usMeHeHue NOX00KuU («cman
X00umb 8nepesanKy»), 0CaHKu, Ha 00blWKY NPU pa3e08ope
U npu xo0vbe Ha KOpomKue paccmosHus, HeyCMoU4UgoCms
npu xo0vbe (Modxcem ynacms, ecau Hazuemcs eneped), OHes-
HYI0 COHAUBOCMb, INU300bL 20A080KPYICEHUS NPU NepeMeHe
noaodcenuss meaa, nepuooudeckue pedkue 004U 6 Ho2ax,
CHUDICEHUe CAYXa, a MAaKdice U3MeHeHUe apmuKyaAayuy om-
denbHblX 38YK06 (peub cmana Hepazbop4ueoll), yuaueHHoe
MOYeUcnycKauue u mpyoOHoCmu npU HAMydcuearuu (npoyecc
degpexauuu 3anumaem ue meree 40 mun). Cuumaem cebs
b601bHBIM HayuHas ¢ 55 aem, Koeda enepsvie 06PAMUACA
K @pauam no noeody caabocmu 6 Hoeax u noxodku. Touno
Hazeamsv 8pems NOsGACHUsL MbLIUEHHOU CAaO0CMU He MOJCem,
MaK Kak cHavania usmexenusi Ovlau edga 3aMemmubsl, NOKa
Ha 6-1U dexade xcusHu cmanu cy6seKmMU6HO U KAUHUYECKU
04eBUOHBIMU U HEeYKAOHHO npoepeccupyrouumu. Heodno-
KpamHo 06¢1e008aH no no8ody nodo3peHus Ha 803pACMHble
U3MeHeHUs 8eujecmea mo3ed, 601e3HUu MOMOHelpoHa, a mak-
JIce B03MOICHO20 NEPBUMHO-MblULeYHOR0 3a001e8anusi. B 603-
pacme 65 1em 8 cé53U ¢ HOUHOU 2UNOBeHMUNAYUEH NaAYUEeHMY
Ha3HaueHa 08YXypPOBHeBAsl HEUHBA3UBHAS BEHMUNAYUS Ne2KUX
annapamom VPAP S9 (ResMed). Hmeem I epynny unganud-
HOCMU, YCMAHOBAEHHYI0 HA OCHOBAHUU OUACHO3A: MUONAMUS
no3oueil popMmei ¢ npeuMyUeCmeeHHbIM NOPAlCeHUeM Mblull
naexegoeo nosca, mya08uua u Hoe.

U3 anamnesa ncuznu. O pannem pazeumuu 00CMOBEPHbIX
cgedenuil Hem. Cuumaem, 4mo poc U pazeueancs co2AacHo
603pacmubim Hopmam. B 10 nem ommemun, umo ycneeae-
MOCMb HA 3aHAMUAX QUKYAbIMYPOIL CMAAA HECKOAbKO HUdICe,
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Tnnotpodum rpyaHbIx
MblLL?

CnabocTb MblLy
rPYAHON CTeHKN?

Puc.1. I[layuenm A. 6 6o3pacme 39 aem. Kommenmapuii: «Iloaon scu3nen-
HbIX CUA, HEMHO20 00AblUe, YeM PaHbUle, YCMAlo Uzpds Ha omobiXe 6 8oAeli-
602... B yeaom cuumaro cebs cosepuieHHo 300po8bim venogekom». Ilewama-
emces ¢ paspeuenus Nayuenma.

uem y CepCMHUKO08: «Ho2U Oblau crabee, uem pyKu, makice
cman Xyoice npvleams U Kamamocsi Ha KoHvKax». M3 ocoben-
Hocmeil: ¢ demcmea ece20a NAOX0 CEUCMEN, HUK020a He MO2
cudemv Ha Kopmoukax, OaHHble MedOCMOMpPO8 8 ulKone
U 80 8pems CAyJxcObl 6 apMuu 2080pAm, 4mMo NoKazamenu
acusHenHoll emkocmu aeekux (XKEJI) 6biau 6ceeda nHa Huxic-
Hell epaHuye Hopmbl. B 27 nem npoxodun éoenHyro cayxncoy
6 apmuu, ede ommemua, 4mo emy mpyoHo uepameo 6 pymoon
U3-3a cAa60CMU 8 H02AX U YMO OH He MOJcem NOOMSUBAMb-
Ca HQ MYPHUKe, HO MOJCem omicamscs om noaa; 6 29—
30 n1em noseuaacs, NPUBLIYKA ONUPAMbCA HA PYKU NPU NOO0B-
eme co cmyaa. B nocaedyrowem 3anumancs AH00UmMenscKum

Puc. 2. Ceucm

Puc. 3. Caabocmob kpyeoebix moluly enasa

Puc. 4. [unepaopoos u caabocmo mbiuiy, nepeoneti OprowHoll cmenKu

CHOPMOM U MYpU3MoM 00 35 n1em, Koeda enepavle Ommemud,
umo npu beee uau 6bicmpoil Xxo0bbe «UH020a NOOKAUUEAOM -
¢l Ho2u»; INU300bL cAAOOCMU 8 NPOKCUMANBHBIX 0MOenax Hoe
8 nocaedyouem n0BMOPSAUCH HECKOAbKO Pa3, NPoxoods nocae
omadsixa, HO nayueHm Ha4an uzbeeame Oeea. Boiwenepeyuu-
C/leHHOe NayUeHm pacueHU8anl Kax uHOUgUAyaibhvle 0Co0eH-
Hocmu, mem Oonee umMo ONUCAHHblE U3MEHEHUs He 0asaiu
nogoda 0451 COMHeHUsI 8 COCMOSIHUU 300po6bs (puc. 1). Havu-
Has ¢ 55 nem nayuenm ommeuaem caabocms 8 H02ax U uzme-
HeHue noxodKu, HeyKAOHHO npoepeccupyloujue no Hacmosujee
epemsi. B danvreiiuem omuemauso cmanu Hapacmams 00biul-
Ka npu MUHUMANAbHbIX HAPY3KAX, 00Was cA1abocms, uzMeHe-
HUe 0CaHKU.

[lepenecennsie 3a60ne6anus: 6 gospacme 44 sem msnce-
Aas YepenHo-mo3208asi Mpaema, COMpSCEHUe 204108H020
Mo3ea ¢ npebvléanuem 8 omoeseHUU PeanuMayu U UHmeH-
cusHoll mepanuu 8 meverue 2 OHell; XpOHUHeCKUl GPOHXUM.

H3 cemeiinoeo anamneza. Mamy Ovira npakmuuecku
300posoil, ymepaa 6 gospacme 89 rem. Omey ymep 6 603pa-
cme 62 1em om OHK0A02UMECK020 3a001e8aHUS (PAK 20PMAHU
¢ memacmaszamu). Cecmpa omya ymepaa 6 gozpacme 60 1em
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Puc. 5. llayuenm ucnvsimoieaem mpyoHoCmu npu 6CMABAHUU CO CMYAA

Puc. 6. Yuepenno soipasicentvie ampoduu mMoiuiy, nAe4e6020 nosca U epyoHbIX
Moluy

makaice om oHKOA02UHECK020 3a00aeeanus. bpam nayuenma,
69 nem, cuumaem cebs 300p08bIM U HUKAKUX C8e0eHUil O ce-
be He npedocmagua.

Heepoaoeuueckuii cmamyc: konmakmen, adekgamen,
IMOUUOHANbHO cmabuneHn. O0uemo32080i CUMNMOMAMUKU
Hem. YepenHvie Hepevl: AUYO CUMMEMPUUHOE, HUCTNASMA Hem,
00Bem 0dgudiceHUll 2na3HblX A0610K NOAHbLI, homopeaKyuu
COXpaHeHbl, peub ueneasigas, CAyX CHUNCEH.

CyxodicunvHble peghaexcol ¢ pyK U Hoe CUMMEmpUu4Hbie,
acusvle. Knonyc cmon ¢ 2 cmopoH, HenocmosHHbli KAOHYC
KoneHHbix yauevek. ToHyc Mbluiy CHUNCEH 8 NPOKCUMANbHBIX
omdenax pyx.

Cuna moiy, no wikase MRC (6 6annax): kpyeosas moliu-
ya pma — 3, He MOMCem CEUCEMb U CAONCUMD 2YObl 6 mpY-
bouxy; kpyeosas moiuiya ena3 — 3 (puc. 2); Moluiybl A3bIKA —
3, ommeuaem 3ampyoHeHUe NpU NONbIMKE S3bIKOM YOpamo
ocmamiu nuwy mexcoy 3y0amu U WeKoll, CAOICHOCMU
npU NPOU3HECEHUU CIMAHOAPMHBIX CKOPO20BOPOK (CybBeKmue-
HO: A3bIK 3anaemaemcs); ceubamenu weu — 4—5, paseubame-
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au weu — 2—3, 6oavuias epyoHas muiuya — 3; Molulbl nepeo-
Hell cmeHKU Jcusoma — 3, NapacnuHanbHble mblidybl — 2—3,
eunepaopdos (puc. 3), npu HaKa0He éneped Molcem Ynacmo
U3-3a cAab0Cmu Mbliuy, NOACHUYbL U YMpamsl paéHOBECUsL;
U3 NOAOJCEHUsL N1edca He MOodcem 8cmamp 6e3 noMouu pyK
U BCHOMO2AMENbHbIX 0BUJICEHUI: 6cmaem, NOB0PA4UEaAsACh
Ha 60K, NOUCK pasHogeclst NPU 6CMABAHUL; He MOJICem Cechlb,
3aKUHY8 HO2Y HA HO2Y, A MAKdice gcmamsb co cmyna be3 nepe-
Hoca yeHmpa msxcecmu enepeo (puc. 4); mvluiysl pyK: 0env-
moeuonas — cummempuuno, 3; buuenc — 4; mpuyenc — 5;
Mbluiybl npeonaequil — 5; Moluybl Kucmu — 5; 0gyeaaeas
Mbluiya 6edpa carega/cnpasa — 3/2; uemoipexenasas Molya
bedpa cnpasa/caeéa — 5; ducmanvHble Mbluiybl HO2 — 5 6aiA.
[lepkyccuonnoiii muomonuueckuii gpenomen — abs.

Ymepennovie ampoguu moiuiy naeuesoeo nosca, epyoHslx
molwy, (puc. 5), napacnuHaibHuIX Molidly (OM4emaueo 8 no-
SACHUYMHOM omOdene), 3a0Hell epynnol Mbluty, 6edpa. Tunepmpo-
uii nem.

CencopHbix paccmpoiicme Hem, 3a UCKAIOYeHUeM CHUdICe-
Hus cayxa Ha oba yxa. B noze Pombepea ycmoituus. Ilanvye-
HOCO8YI0 NPOOY BbINOAHSEM YBEPEHHO, KOAEHHO-NAMOUHYIO
npoly 8bINOAHSAEeM HeYemKo U3-3a GbipaAdCeHHOU caabocmu
NPOKCUMANbHBIX Mblutly. Xooum ¢ packauuganuem Kopnyca
u noomseusanuem 6edep, xo0bba ¢ 3aKpoiMbIMU eAa3aMU
U mandemuas Noxo0Ka 3ampyoHeHbl 8credcmeue 0sueament-
Hoeo deguyuma.

Obpawaem Ha ceb6s HUMAHUE 00bIUKA NPU MUHUMANb-
HolUl Haepy3ke, 0COOeHHO npu Xxodvbe, MOJCem CHOKOUHO
npoiitmu ue bonee 10m, nocae ueeo noseasemcs 00blUKA,
00blIUKA 80 8PEMsI HENPOOOAICUMENbHOLO MOHOA02A.

AsmoHomHas cgepa: uacmole NO3bi6bl HA MOHEUCHYCKA -
nue. Ckaonnocms k maxukapouu. ANl 140/89mm pm. cm.,
YCC 90 yo/mun. Tunepcmenuueckoeo meaocaoxcenus, UMT
xe/m? 31 (N 18—25ke/m?).

JlabopatopHoe obcnenoBanue. buoxumuueckuii anarus
kposu: KODK-ME — 51 Ed/a, KDK — 406,0 Ed/a, ACT — 42
Ed/a, AJIT — 46 Ed/a, kaauit — 4.50 mmonv/n, busupybuH
obwuii (30.01.2014) — 23,9 mxmons/n, burupyoun npsimoii —
8,9 mkmonv/n, 6usupybun Henpsamoii — 15,0 mxmons/n, xo-
snecmepur — 4,8 mmonv/n; 06wuil benok — 75 e/n, enroko3a —
6,3 mmonv/n, Hampuii — 147 mmonv/n, mouesuna — 5,0
MMOAb/A, KpeamuHUuH — 73 MKMOAb/A.

Obwuii (KauHuvecKuil) anHaiu3 Kposu: NelKouumsl —
10,1 x 10*9/a, spumpoyumer — 5,45 x 10*12/a, eemoeno-
oun — 16,9 ¢/0n, eemamoxpum — 47,9%, mpomboyumor —
156 % 10*9/a, ckopocmb ocedaHus 3pumpoyumos
no Becmepepeny — 2mm/u.

AHanu3 mouu obwuii: yugem — Jceamoiil, NPO3PA4HOCINb —
noanas, omuocumenvras naomuocmo — 1018 me/ma, pH 6,5,
0enoK, enKo3a, KemoHogble mena, GUAUPYOUH, HUMPAMHble
bakmepuu, I3pUmMpoyUmsl, YUAUHOPSL, CAU3b, COAU — He 00-
Hapycersl, ypoburunoudsr — 16,0 mMxkmoasv/a, snumenuii —
eduHuYHbLiL, nelikoyumst 0—3—5 6 noae 3penus.

Kopomkas koazynoepamma: akmueupoganHoe yacmut-
Hoe mpomobonaacmunogoe epems — 25 ¢ (Hopma 25—35);
npompombunogoe gpems — 10,9 ¢ (nopma 9,8—15); npo-

mpomoéun no Keuxy — 96% (nopma 70— 130); mexcoynapoo-
Hoe HopmanuzoeanHoe omuoutenue — 0,9 E0 (nopma 0,5—
1,2); AllI®-aepecayus — 57% (nopma 55—80); codepocanue
gubpunoeena — 4,7 2/a (nopma 2—4); mpombunogoe pems —
13 ¢ (nopma 11—18); H-dumep — 0,110 mxe/ma (Hopma
0,02—0,297).

Hucmpymenmanawvnoe o6caedosanue. Inexmpokapouozpa-
gus: cunycoswtii pumm. YCC — 90 yo/mun. Hopmansroe no-
A0XCeHUe ANeKmpuyeckoll ocu cepoua. baokada npasoi
Hodxcku nyuka luca. Hamenenus muokapoa 1e6oeo sicenyiouxa.

IDxoxapouoepapus ¢ yeemHoviM 00NNAEPOBCKUM CKAHU-
POBaHueM: uccredosanue Ha oHe cUHyco8oll maxukapouu,
YCC — 94 yo/mun. Aopma He pacuupena, CmeHKU YNAOmMHe-
Hbl, KaavyuruposaHsl. CMEOpKU aopmanbHoe0 KAANAHA
VHAOMHEeHbl, ¢ 8KAUeHUeM Karbyunamog. Cmeopku mum-
PanbHO20 KAANAHA HePAGHOMEPHO YNAOMHEHbL, C 8AHOHEHUEM
KaabyuHamos 8 0OCHogaHuu 3adueii cmeopku. Kamepo: cepoya
He pacuiupersvl (06vem ne6020 npedcepous — 42 ma, obsem
npasoeo npedcepous — 39 ma). Mumpansnas peeypeumayus
I cmenenu. Tpuxkycnudanvuas peeypeumauus Il cmenenu.
Jlecounasn pecypeumayus neznayumenvhas. Jlecounas eunep-
men3us I cmenenu. Cucmonuueckoe dasaenue 8 1e204HOI
apmepuu — 42mm pm. cm. Huacmoauueckas yHKyus Muo-
Kapda ne60eo Jceay0ouka Hapyulena no muny 3ameoneHHoll
peaakcayuu. 30H HapyuwleHus A0KAAbHOU COKPAmMumocmu
He @bis8aeHo. [0banvHas cokpamumocms Muokapoa 8 Hop-
me. Ppakyus evibpoca 59%. Jonosnumenvhas xopoa 6004
medcacenydouxosoil nepeeopodku. lunepmobunvhas mednc-
npedcepOHas nepeeopooka.

Penmeenoepagpus epyoroil knemiu: 04a208bix U UHPUAb-
MPamueHbIX U3MeHeHULl Hem.

HHMI. Hccredosanue MOMOPHOIL U CEHCOPHOIU HEPBOE
DYK U HO2: napamempbl NPO80GUMOCHU 8 PAMKAX HOPMANbHbBIX
3HAYeHU.

IMT KoHyeHmpuUeCKUM UL0NBYAMBIM INEKMPOOOM:
CNOHMAHHASI AKMUBHOCMb 6 8UOe MUOMOHUYECKUX pa3psa0os
6 buyence nie4a U napacnUHAAbHbIX MbIUUAX, XApaKmepU-
cmuxu IIJE: cpeduss dnumensnocmo TIE chuxcena, cped-
HSI51 aMAAUmMY0a yeeauyenda.

Tloaucomnoepaguueckoe uccredosanue: undexc anHos/
eUnHoa = 42,6/4; obuee Koau1ecmao 3nu30008 ObIXAMeNbHbIX
napywenuil 209, uz Hux 19 o6cmpykmugnsix annos, 182 06-
CMPYKMUBHBIX 2UNONHOI, § YeHmpanbhbix anHod. Makcu-
ManbHAs RPO00ANCUMENbHOCb 00CMPYKMUBHO20 anHod 21,7
¢. Munumanvhoe snauenue Sp0, 76,0% (nopma > 90%).

Tecm 6-munymHoil x00b0bL: nepeas 0CMAHOBKA Hepe3 4m
¢ npodonyceruem deudcerus yepes 10 c.

Cnupoepaghus: 3HauumensHoe CHUNCeHUE 8eHMUNAUUOH -
HOIl CHOCOOHOCMU Ae2KUX 8caedcmeue GeHMUAAYUOHHBIX
HapyweHuil pecmpukmuenoco muna. bponxuansenas o00-
cmpyKyus 3HauumensvHo ewipadcena. XEJI 3uauumensho
cHuxcena. IIpoba ¢ GpoHxXOAUMUKOM OMPULAMENbHASL, OPOH-
XOCNA3M He Bblsi6AEH.

Koncyavmauyus yposoea: dauHbix, noomeepicoaroujux
Haauuue adeHoMbl NPedCmamenbHoll Jdceaesbl U UHO20 YPoao-
euueck020 3a001e6anus, Hem.
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Puc. 7. Cxema pazsumus 3ab601e6anus

MaenumHo-pe30HaHcHy0 momozpagpuio Mbluly, Mbluie-
HY'I0 OUONCUIOHE NPOBOOUNU.

Teuenue 3aboneéanusi, obseKkmusHblil cmamyc, 0aHHble
1a060paAMOPHO-UHCMPYMEHMANbHO20 00CAe008AHUS NO380AU-
Au 3anodo3pums duaernos bI1. B aabopamopuu nacreocmeer-
HbiX OonesHeil obmeHa eeujecms Meduko-eeHemuyeckozo
Hayunoeo yenmpa PAMH anaauzom kposu no memody cyxoeo
NAMHA ObIA0 8bIAGAEHO CHUMNCeHUE akmusHocmu o-13/] 0o 5,8
HM/me/4 npu nopme 13,0—53,6 HM/Mme/4, umo noomeepouno
npednoaazaemoiii duaeros BIIITH u nocaycuno ocHoéanuem
0na nocaedyrwueeo JITHK-ananuza, viaeusuieco mymayuro
eena GAA, omeemcmeeHHYI0 3a pazeumue 0aHHO20 3ab0ie-
sanus. Yepes 4 mec nayuenmy 6vina Hayama 39T npenapa-
mom maitozaim® no cxeme: 20me/ke kaxcovle 2 Hed (npena-
pam npedocmaenen 8 pamKax 01a20mMEopPUMenbHOU
npoepammot Jxncensatim, komnaruei epynnst Canoghu). C yye-
MOM MANA020 YUCAA UHQY3ULL, NPOBEOCHHbIX K HACMOAUEMY
8peMeHiL, U o0uell UCXOOHOI MSXCeCmU COCMOSIHUSL OUEHUMb
aghpekm neueHus Ha OAHHOM dmane He NPeoOCMAasAsemcs
B03MOJICHBIM, HO CYOBEKMUBHO NAUUEHM OmMeddem ypedice-
HUe N03bl608 K MOUEUCNYCKAHUI0, obnecueHue akma deghexa-
yuu (0o 20 mun), a maxice cyoseKkmueHo — 21y060K020 600xa.

06cyxnenue

B mpeacrTaBiieHHOM KJIMHWUYECKOM HaOJIONeHUU 3a-
nepxka B mocraHoBke auarHosa BITITH cocraBuia okono
10 51eT, yTO COBNAmaeT C MUPOBBIMU TAaHHLIMU, CBUIETEIb-
CTBYIOIIIMMH O TOM, UTO JTaKe B Pa3BUTHIX CTpaHaX BpeMs
nocTtaHoBKM aAvarHo3a BIT y nmin crapiieit Bo3pacTHOi
TPYIIIEI cOCTaBIsgeT B cpenHeM ot 7 mo 10 mer [7]. Tma-
TeJIbHBIN COOp aHaMHe3a MO3BOJINJT YCTAHOBUTD, UTO TaKe
nepBeie Tpu3Haku bII, Kak HEBO3MOXHOCTb CHUIETH
Ha KOPTOYKaX, UTpaTh B (pyTOOII, TPYAHOCTH IPU KaTaHUUN
Ha KOHbKaX, HEBO3MOXHOCTh MOATIHYThCS Ha TYPHUKE,
HO TIpU 3TOM YMEHHUE OTXKAThCs OT MoJia, MOTpaHUYHbIE

nokazatenau 2KEJI, onpenensiinch yKe B paHHEM JIETCKOM,
IIKOJIbHOM, IOHOIIIECKOM M MOJIOJOM BO3pacte, HO BOC-
MMPUHUMAINCh OKPYXAIOIMMMMU W CaMUM THaIlMeHTOM
KaK MHAWBUAyaIbHBIC 0co0eHHOCTH. DOTOKAAPHI B pa3-
HBIE TICPUOIBI KM3HM, HAUMHAsI ¢ TIOIPOCTKOBOTO, IT03BO-
JIWUI BBISIBUTH TUIOTPO(MHUIO MBI IIJICIEBOTO ITosica
1 c1aboCTh MBIIIIL XUBOTAa B Bo3pacte 18 m 35—39 ner
COOTBETCTBeHHO. [IepBBIM CHMITTOMOM IJIMKOTEHO3a 2-TO
THAMA CTaja CJIab0OCTh MBIIII Ta30BOTO Iosica. TedyeHwue
3a00JIeBaHUSI HOCUT KpaliHe MemJIeHHBIM, HEYKIOHHO
MIPOTPECCUPYIOIINI XapaKTep, ¢ TIOCTEIIEHHBIM BOBJICUE-
HMEM JIbIXaTeJIbHOM 1 aKCUAJIbHOI MYCKYIaTyphl (puc. 6).
NHBamMan3npyomuMy TIpU3HaKaMK SBJISIOTCST ThIXa-
TeJIbHAsI HEAOCTATOYHOCTh M HapyIIIeHNE OCAHKH.

Jlo Hacrogiiero oopaiieHus MauueHT HalJomgancs
C IMarHO3aMM: TUCIIMPKYJISITOPHAsI SHIIe(atonaTusl, CITi-
HaJIbHAS MBIIIICIHAs aTpodUsi, MUOIIATHS, TeTeHEPaTUB-
Hoe 3abojieBaHWE IIEHTPAJbHOW HEPBHOM CHCTEMBI,
OCTpOE€ HapyIIeHe MO3TOBOTO KPOBOOOpAIICHUS B BEpP-
TeOpoba3uyIsipHoM OacceiiHe. Bce 3Tm guarHo3bl ObUIH
OTBEPTHYTHI B CBSI3U C OTCYTCTBHEM OYEBHIHBIX OCHOBA-
HUM 17151 X TOATBEPKACHUS.

HecMmoTpst Ha TMarHOCTUPOBaHNE MUOIIATUM Y MUO-
MMaTHU TTO3THEH (POPMBI, C TIPEUMYIIIECTBEHHBIM ITOpaXKe-
HHMEM MBI BEPXHETO IJICYSBOTO T0sIca, TYJIOBHUIIA U HOT,
MMaIeHT He OB HaIIpaBIIeH B CIELMATM3MPOBAHHBIN
HEepBHO-MBIIICYHBIN IICHTP WM Ha KOHCYJIBTAIINIO K Te-
HETHKY.

Ha mepBBIX 3Tamax mowmcKa TeHETHMYECKON TPUPOIBI
3a00JIeBaHUSI Y JTAHHOTO OOJIBHOTO, OCOOCHHO C yYETOM
HaJINI1sg MUOTOHNYECKIX (heHOMeHOB Tipu DMI - nccie-
JIOBAaHMH, TaXXe C YIETOM OTCYTCTBHS KIMHUIECKUX TIPH-
3HAKOB MUOTOHUHU, 00CYXIAIach BO3MOXHOCTb HAJTMIMS
MHMOTOHMYECKOUN muctpodpuu 2-ro tmma (JAM2). ITocme
toro kKak JIHK-aHanm3 He BeISBIII XapaKTepHO mist JIM?2
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Kaunuueckuit pazoop

MyTallMi, TIOWCKM OBUIM HAaIlpaBJICHBI Ha WCKITIOYCHUE
BIIITH.

[MosicHO-aKCHATBHBIA ITATTEPH ITOPAXKCHMST MBIIIIIT
C BOBJICUCHHOCTBIO JTBIXaTeIbHOM MYCKYJIATypHI, BO3PACT
MaHubecTalny 3a00J1eBaHUsI, MEIJICHHO TIPOTPECCUPYIO-
I IBUTATEIbHBIA 1 IBIXaTeIbHBIA OeUIINT, MHBAH-
ITU3UPYIOIINA TalMeHTa, YMEPEeHHOE MEePCUCTUPYIOIIee
nosbiieHne KMK B kpoBu, Hecrienmupuyeckne n3MeHe-
HUS TIpUA UTojb4aToii DMI, — Bce 3T IpU3HAKU ITOCTa-
BWJIM BOIIPOC 00 MCKITIOYCHMHM OOJIE3HM HAKOIUICHMS —
[JINKOTEHO3a 2-TO TUTIA.

IMonTBepxxaenue nuarHoza BIITIH y mauumenra A.
ITO3BOJIMJIO MHAYE B3TJITHYTH Ha TaKNe HeCTIEIIM(DMICCKIE
CHMIITOMBI, KaK HapyIlIeHNe MOYCHCITYyCKaHMS 1 nedeKa-
LINY, STBIISIIOIINECS TIPOSIBICHUSIMU JIM30COMAJIBHOTO JIe-
¢dekTa B MycKyJIaType MOUYEBOTO ITy3bIPSI M MBIIIIIAX JHA
Tasa U IepedHeil cTeHKU XKuBoTa. Oco00ro BHUMAHMS
3aCIyXKMBaeT TOT (akT, uto Ha ¢oHe 3DT maHHBIE CUM-
IITOMBI UMEIOT CYOBEKTHUBHYIO TEHICHIINIO K UYETKOMY
(GYHKIIMOHAIBHOMY YIYJIICHUIO.

Onucannbiii ciygait BITITH MoxHO paccMatpuBath
KaK TUITAYHBINA BApUaHT ITTMKOTeHo3a 2-T0 Thia. C yuyeToM
nosiBieHus apdexkTuBHoit 3DT, MO3BONAIONIEH CYIIECT-
BEHHO YJIyYIIIaTh Ka4eCTBO XXM3HU OOJBHOTO, a TaKXKe
OTCPOUYMTD U JaXKe N30eXKaTh YIPOKAIOIINX XXU3HHU OCIOXK~
HeHuit ipu BITTTH, ocoGeHHO 1pu paHHEe# TMarHOCTUKE,
HE00XOIMMO TTOBBICUTH HACTOPOXXEHHOCTh MEIMITMHCKO-

TO COOOIIeCTBA OTHOCUTEIBPHO IIMKOT€HO3a 2-TO THIIA.
B cirygasx ymeperHoro noBeieHnss KOK (maxe mpu oT-
CYTCTBUHU OYEeBUIHBIX CUMIITOMOB), MEIJICHHO IIPOTPEC-
cupylolei c1aboCcTu MOsSICHO-aKCUAIbHOM MYCKYIaTyphl,
BKJIIOYAsl AbIXaTeJIbHbIE MbIIILbI, HAPYLIEHUS] MOXOAKHU
¢ U3MEHEHNEM OCaHKH, (popMUpPOBaHIEM TUIIEPIIOPIO3a,
HapyILIEHUSs IbIXaHUSI B MOJIOXKEHUU JiexKa, 001Ier yToM-
JIIEMOCTHU PEKOMEHIYETCSl TPOBECTU OIpeAeIeHUE aKTHB-
HoctH o-I3]/] o cyxomy mATHY KpoBH. 3amepKKa B ITIOCTa-
HOBKE IMarHo3a M, COOTBETCTBEHHO, B Hadaime 39T
MPUBOIUT K MPOTPECCUPOBAHUIO IBUTATEBHOIO U JbIXa-
TeJIbHOTO Je(uIInTa, PAa3BUTHUIO HEOOPATUMBIX TOBPEXK/IE-
HUMA MBIIIEYHOU TKAHU U YCKOPSIET JIETAIBHBIA MCXOM
B JAHHOM KoropTe 00JabHBIX [17, 18].

IIpnmevanne. 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 XpaHEHUsl MaTepuala,
KOTOPBIA MOXET OBbITh OTHPABJIEH B 1abOPAaTOPHIO IO MO-
yre.

IIpoBectu hepMEHTHBII aHATIN3 Y MALIUECHTA TP TTOI0-
3penuu Ha BIT moxHOo GecrutatHo B JTabopaTopuu Hacen-
CTBEHHBIX 00JIe3HEl 0OMeHA BellecTB MeIUKO-TeHeTuYe-
ckoro HayyHoro 1ieHtpa PAMH. 3a 6ankamu m1s1 3a6opa
KPOBU MO METOIY CYXOTO IMSITHA MOXHO 00paTuThCs B Peru-
OHAJIbHYIO OOIIECTBEHHYIO opraHu3anunio «O0IIeCTBO cIie-
LIMAJIMCTOB MO HEPBHO-MbIILIEYHBIM OOJIE3HSIM».
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