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boJje3nn [lomne ¢ no3aamM HaYaI0M —
KJIMHUYECKOe HAOMI0aeH1e

CIy4as ¢ BbIpaxKeHHbIMH
pecnupaTopHbIMUA HAPYIIEHUIMH

C.A. Karownuros, E.FO. Dedomoesa, JI.U. Boakosa

B cTaTbe ocBelLeHbl COBPEMEHHbBIE aCMneKThl NaToreHesa, AMarHoCTUKM 1 naToreHeTnyeckon Tepanum opdaHHoro 3abone-
BaHUsi — 6one3Hn [NomMne, OTHOCALLENCS K IM30COMHbIM 60M1e3HAM HakoreHus. MpeacTaBneH KpaTkuii 0630p nnTepaTypbl
no aTolt GopMe IM30COMHOM NaToNOrMn C Y4eTOM HOBEWMLLNX Pe3y/bTaToB MOJIEKYNSIPHO-FEHETUYECKUX U BMOXUMUYECKIMX
nccnenoBaHuin. bonee Noapo6HO PACCMOTPEHbI KITMHUYECKUE NPOosiBAeHUs 6051e3HM [TomMne ¢ No3aHMM HavaioM, 0co00 Bbl-
OeneHbl pecnnpaTopHble HapyLLEHWS, BO3HMKatoLWme npu aToin popme 3abonesaHus. NpeacraBneHo cCOBCTBEHHOE KITMHNYe-
ckoe HaboaeHve 60ne3HM [omMne ¢ NO34HMM HA4YaioM U BbIPXEHHBIMU AbIXaTeSIbHbIMU HAPYLLEHUSIMU Y MY>X4UHbI 41 roaa.
KoHcTaTupyeTcst He06X0AMMOCTb Kak MOXHO 6onee paHHero HasHa4eHus naToreHeTnYecko GpepMeHTo3aMecTUTENbHON Te-
panuu ¢ Lesbio cTabunmaaumm KIMHUYECKOro COCTOSIHUS: MAUMEHTOB Y NPEAYNPEXAEHUS PA3BUTHS BUTASIbHbIX HAPYLLEHWIA.

KnioueBble cnoea: nM3ocoMHble 60/1e3HN HAKOMNeHUs, 6one3Hb MNomne, NOSCHO-KOHEYHOCTHAs MMOANCTPODUS, MyTaLMK,
pecnupaTopHble HapyLLIEHNUs, SH3UMOANArHOCTMKA, TaHOEMHas MaCC-CreKTPOMETPUs, HEMHBA3VBHAsA UCKYCCTBEHHAA BEH-
TUNAUMA Nerkux, GepMeHTosaMmecTuTesNbHas Tepanus, anrnokosungasa anbda.

BonesHb Momne (BM; OMIM #232300), n3sectHas Takxe
Kak rnukoreHo3 |l Tuna, aBnseTcs MOHOrEHHBIM ayTOCOMHO-Pe-
LeccuBHbIM 3a60/1EBaHMEM C HEYKIIOHHO MPOrpPeCcCUpYIoLLIMM
TeYyeHneMm, KOTOpoe pPa3BMBaETCS BCNeACTBME AeduumTa nm-
30COManbHOro epmMmeHTa kucaon o-1,4-rnoko3maassl (K1c-
Jov MansTassl). B Hopme aToT pepmeHT paciuennseT o-1,4- un
0-1,6-rMunko3naHble CBS3U B MOJieKynax riavkoreHa, obecne-
ymBasi BbICBOOOXAEHME CBOOOAHON rMioko3bl. Jepuumnt dep-
MeHTa NPUBOANT K N36LITOYHOMY AEMOHUPOBAHWIO IMKOTEHA B
KNeTkax pasnnyHbiX OPraHoOB M TKAHEW C MPENMYLLECTBEHHbIM
BOBJIEYEHNEM CKENETHbIX MbILLIL,, MUOKaPAA, MbILLEYHbIX CI0EB
NPSMON KMLLKM 1 MOYEBOIO My3bIPS, MaAKOMbILLEYHbIX KNETOK
CcOCyOoB, MeYeHn, HepPBHOW cucTeMbl. fonnaHackuii naTonor
J.C. Pompe 6bin NnepBbIM y4eHbIM, onmcasinmm B 1932 T. B cTa-
Tbe “Over idiopathische hypertrophie van het hart” (“O6 namo-
naTu4eckoi runepTpodumn ceppua”’) cnydar narosoro-aHa-
TOMWYECKOrO MCCNefoBaHUs Tena 7-MeCA4YHOW OEeBOYKU, Y
KOTOPOW MpW XN3HWN Hapsiay C CEPAEYHON HEAOCTATOYHOCTbLIO
oTMeyvanacb MblleyHas cnaboctb [1]. Mim Gbina obHapyxeHa
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runepTpoduyeckas KapaMomMMonaTusa 1 MaccuBHas Bakyonu-
3auys NPaKTUYECKM BCEX TKaHeW, 0COOEHHO CKENETHbIX MbiLLL,
1N Muokapga, npuyem Bakyosnu COAEPXanu rMUKOreH C Hop-
MasibHON CTPYKTYPOW, YTO MNO3BOSIIIO Y4EHOMY caenatb Kio-
4EBOM BbIBOA, 0 B3aNMOCBS3M heHoTuna 3aboneBaHns v UMeB-
LeCcs BaKyonM3aLmMmy OpraHoB 1 TkaHel. B Tom xe 1932 r.
NOSIBUNINCH APYrie CXOOHble KIMHMYeckne HabnoaeHus [2, 3].
B 1954 . 3a6oneBaHune GbI10 KNACCUPULIMPOBAHO Kak 601E€3Hb
HakornieHus rnykorena Il Tuna, 4To OTpaxano aHoManuio Me-
Tabonuama rmukoreHa [4]. OpHako getanu natoreHesa 3abo-
JIEBAHUS €LLLe HECKOJIbKO NIET OCTaBaNUCh HESICHbIMU. B3anumo-
cBa3b Mexay deHotTnnom bl n NM30COMHBIM 3H3UMHBIM Ae-
dekTom Obina ycTaHoBneHa nub B 1963 r. 6enbruitckum 6uo-
XMMUKOM H.-G. Hers, oTKpbIBLUNM HEPMEHT KUCAYIO ManbTasy,
OTBETCTBEHHbIV 3@ KWUCAbIA MTMAPONN3 MMMKOreHa C oTwenne-
HVEM [TIOKO3bl, U BNEpBble YCTaHOBMBLLUM, YTO Y NaLMEHTOB
¢ Bl akTMBHOCTL 3TOr0 PepMeHTa PE3KO CHIKEHA UK Npak-
Tn4eckmn oTcyTcTByeT [5]. MpumeyaTeneH ToT ¢akT, 4TO paHee
H.-G. Hers pa6otan B nabopatopuu Ch. de Duve, OTKpbIBLIErO
B 1955 I. HOBBIN KNACC BHYTPUKIETOUYHbBIX OPraHen — M30co-
Mbl. H.-G. Hers ycTaHOBWUN Nnokanusaumio KGO manbTasbl B
NIM30COMaXx 1 [0kasas, u4To 3TOT SH3UM SBNSIETCS €ANHCTBEH-
HbIM N30COManbHbIM GEPMEHTOM, OTBETCTBEHHbIM 3a pac-
ienneHne rmukoreHa. Takum obpasom, Obina chopmMynmpo-
BaHa KOHLENLUYs NIM30COMHbIX 60N1Ee3HEN HakomnneHus, 4To no-
CAYXUI0 OCHOBAHVEM A1 LUMPOKOr0 U3Yy4eHus nyna aM30co-
MaJibHbIX 3H3UMOB W BbISIBNIEHWSI HOBbIX 60N1€3HE HAaKOMNEHNS,
KOTOpbIX B HACTOsILLLEE BPeMS HacuuTbiBaeTcst 6onee 50 HO30-
noruin. XpoHonoruyecku Bl ctana nepsbIM ONMCaHHbIM 3a60-
NleBaHNEM, NPUHAAEXALLMM K rpyrnne MM30COMHbIX 60ne3Hel
HakonneHus. B HacTosiwee Bpems cornacHo MexayHapoaHomn
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knaccuoukaumm 6onesrelr 10-ro nepecmotpa Bl oTHOCKTCA
Kk knaccy IV (6onesHn aHAOKPUHHOWM CUCTEMBI, PacCTPOCTBa
nuTaHua 1 HapyweHus obMeHa BelecTs), kog E74.0 (6oneaHu
HaKOMIEeHNs TNKOreHa).

BonesHb Momne MoXeT pa3BmBaThbCs B Nl06OM BO3pacTe 1
XapakTepuayeTcs LUMPOKUM CNEKTPOM KIMHUYECKUX MPOsiBNe-
HWI 1 CTENEHEN TAXECTUN. B HacTosILLEE BpeMS B 3aBUCMMOCTM
0T Bo3pacTa gebtota cumntoMoB Bl BblaensoT nHbaHTUb-
Hyto dopMmy 3aboneBaHnst — ¢ AeBI0TOM Ha 1-M rofly XusHu un
Bl ¢ no3gHum Havanom (BMIMH) — ¢ nebtotom nocne 1-ro roga
Xun3Hu [6-8]. PeHoTMn 3aboneBaHnst, BO3pacT AebioTa 1 Temn
NPOrpeccupoBaHns KOPPEIUPYIOT B OCHOBHOM C xapakTepu-
CTMKaMM FeHHOro gedekTa 1 0CTaTOYHON aKTUBHOCTLIO dep-
MeHTa. MonekynspHo-reHeTnyeckuit fedekt npv bIN un getanu
natoreHesa 3abonesaHns Obiny onvcaHbl B KOHUE XX Beka,
KOrfa pasHbIMU rpynnaMu uccnegosatenert 6bin noeHTubu-
uMpoBaH reH GAA, myTaumm B KOTOPOM BbI3bIBAKOT Pa3BUTUE
natonoruun. AToT reH nokanuayetcsa Ha 17-i1 xpomocome (no-
kyc 17925.3) n coctont n3 20 3K30HOB, KOAMPYIOLMX CUHTE3
depmeHTa kucnon o-1,4-rnoko3naassl (KUCON MansTasbl),
cocTosiLero n3 952 aMMHOKMCNOTHBIX ocTaTkoB [9-12]. B Ha-
cTosiLLiee Bpemsi M3BeCTHO cabille 300 myTauuii, cpean KoTo-
pbIX NpeobnaaaloT NaToreHHble, 1 60/bLOE KONYECTBO NOSN-
MOP®OU3MOB reHa GAA. BONbLUMHCTBO MyTaLWii ABASIOTCS YHU-
KanbHbIMU 1 BCTPEYAOTCS B OTAENbHBIX CEMbSIX. CyLLEeCTBYIOT
1 TaK Ha3blBaeMble “MaopHbIe” MyTaLn, pacnpoCTPaHeHHbIE
B 6onee KpyrnHbIX NoNynsumsx (HanpuMep, CniaakcUHroBast My-
Taums ¢.-32-13T>G (IVS1) y eBponeongos, mytaums ¢.del525T
B Hngepnangax, mytaums ¢.1935C>A (p.Asp645Glu) y naum-
€HTOB C ocTpoBa TaiBaHb) [13-15]. Hanbonee yactas mytaums
¢.2560C>T (p.Arg854Ter) y adbpo-amepuKaHLEB paccmaTpu-
BAETCH Kak acCoLMMPOBaHHas € BbixoAuamu 13 LieHTpanbHom
n CesepHon Adpukun, murpmposaswmmm B CLUA BO BpemeHa
pabosnaneHusa [16]. B HacTosLlee Bpems YacToTa BCTpeyae-
mocTu Bl B mupe B cpeaHem oueHnsaeTcs kak 1:40000. Oa-
HaKo TOYHas OLEeHKa pacnpocTpaHeHHocTn BI1, kak n noboro
apyroro opdaHHoro 3aboneBaHvsi, 3aTpyaHuTenbHa. [Mpu
aHanM3e OaHHbIX 3MUMAEMUONIONMYECKMX UCCNef0BaHNN pas-
JINYHBIX NOMNYAALMIA OTMEYAIOTCS CUMbHbIE KONeBaHNs YacTOTbl
6onesHn — ot 1: 40000 go 1 : 300000 [17]. NHdaHTUNBbHAS
dopma 3aboneaHus, y mnaaeHues 1o 1 roga, Hanbonee yac-
TO BCTPeyaeTcs cpeam adpo-amepurkaHckor nonynaumy CLUA,
B IOxHOM KunTae n Ha ocTpoBe TaiiBaHb, B ABCTpUK, B TO Xe
Bpemsi BINMH nMeeT NOBbILLEHHYIO YaCTOTYy BCTPEYaeMOCTN B
Hupepnangax (oo 1:57000).

JTabopaTopHasi amarHocTmka bl ocHoBaHa Ha COBPEMEH-
HbIX NPEACTaBieHnsx 06 aTnonaToreHese 3abonesaHus. “3o-
NOTbIM CTaHAAPTOM” BUOXMMUYECKON AMArHOCTUKN SBNSETCS
onpeneneHve akTMBHOCTM depmeHTa o-1,4-rnoko3naassl B
NATHaX BbICYLLEHHOW KPOBWU (METOA, “CyxOoro msTHa Kposw”)
npu NomoLy TaHAEMHOW macc-cnektpomeTpum (TMC). Mpu
TPYOHOCTAX MHTepnpeTauun peadynstatoB TMC B nsiTHax Kpo-
BU B KayecTBe CyOCTPATOB A1S AMArHOCTVKM MOXET ObiTb UC-

Mob30BaH MbILLEYHbIV GBMONTAT UK KNETKMN KYNLTYPbl KOXHBIX
$rbpobnacToB. MonekynsipHO-reHeTUYeCKniA aHanmn3 BCex
20 3k30HOB reHa GAA MeTofoM MPSIMOrO CEKBEHVMPOBAHUS
[LOCTYNeH B CneuvannavmpoBaHHbIX abopaTopusix 1 npumMe-
HAEeTCA B KQ4eCTBE OOMNOSHUTENIbHOrO METOAA UCCNeN0BaHUs
npu CAOXHOCTSAX UHTepnpeTauuy AaHHbIX 9H3UMOANArHOCTU-
KK, a Takke npv NpoBeLEeHUN OOPOAOBON (NpeHaTanbHON 1
npegeiMnaaHTaumorHon) AHK-gnarHoctmku,

Cnepnyet 0cob0 NOAYEPKHYTb aKTyalbHOCTb BbISIBNEHWS
HOBbIX cnydaeB Bl B nonynsaumm B CBS3M C BO3MOXHOCTbIO
NPOBEAEHNS MATOrEHETUYECKOrO JIeYeHNss C MOMOLLBIO MO-
XM3HEHHOW pepmeHTo3amecTuTensHo Tepanun (P3T), cno-
COBGHOWN KapAMHaNnbHO YNy4LWUTb KA4eCTBO XM3HW BGOJNbHbIX
BN, ctabunnampoBaTtb KIMHMYECKOE COCTOsHME, 3aMednTb
nporpeccupoBaHe 3ab0oneBaHUst U CyLLECTBEHHO YBeSU-
YUTb NPOOOIKUTENBHOCTb XU3HW NAUMEHTOB. EANHCTBEHHBIM
npenapaToMm, 3aperncTpMPOBAHHLIM 1S MATOreHeTU4eCKo-
ro neyenus B, aBnseTcs peKOMOUHAHTHBINA aHaNor K1CNON
o-1,4-rnoko3maassl HenoBeka — anrnoko3naasa anbda, 3ape-
rMCTpupoBaHHasa B Poccum nog HamMeHoBaHneM Mariosanm.
MpenapaT CUHTE3NPYETCH M3 KIETOYHOW NINHWUMK, NOYYEHHOW
13 AWYHMKOB KWUTAMCKMX XOMSIHKOB. Anrmiokosupasa anbda
npumeHsieTca Ans nedenus Bcex Gopm BIl, BbinyckaeTcs B
MOOUIM3NPOBAHHOM BUAE BO (GriakoHax, pa3BOAMTCS HEMo-
CPEeLCTBEHHO nepep NPUMEHEeHUEM, BBOOWUTCS BHYTPVBEHHO
kanenbHo B fo3e 20 Mr/kr maccel Tena naunerTa 1 pa3 B 2 e,
MpenapaT 06bI4HO XOPOLLO NEPeHOCUTCS 1M 06nafiaeT MUHK-
MyMOM no6o4HbIX addekToB. Pazpabotka ®3T npwm Bl ctana
SIPKOI MANIOCTPaLMeE BbIOAIOLLMXCS OOCTUXEHWIA BUOTEXHO-
noruii Ha pybexe XX—XXI Bekos.

Hanbonee Taxenas ¢dopma BI1, ¢ nonmopraHHbIMK 1 Mo-
JIMCUCTEMHBIMY  HapyLUeHUsaMU, — WHbaHTUNbHas, ¢ nebio-
TOM KJIMHWUYECKMX MPOSIBAEHWI B MEPBbIE MECSLLbI XM3HW. JTa
dopma 3aboneBaHnsi xapakTEPU3YETCs PaACNPOCTPaHEHHOM
MbILLIEYHOV €nabocTbio, ANd@Y3HOA MBILIEYHOW TMNOTOHMEN
(floppy baby — cuHapom Bsinoro pebeHka), runepTpodryHeckon
KapamomMuonaTuen, B psaae ClyqyaeB Nerko BbiSIBASIEMOW Npu
MOMOLLYM OObIYHON PEHTFEHOCKOMNMY OPraHOB FPYAHOW KNETKM.
CnabocCTb AbIxaTeNbHbIX MbILLL, 1 CEPAEYHAs HE[OCTAaTOYHOCTb
BCNeACTBME KapaMOMMOnaTM CrnocoBCTBYOT Pas3BUTUIO [bl-
XaTeflbHOM HeLOCTaTOYHOCTU U PECMMPATOPHbIX MHGbEKLMIA.
TUNUYHBIMU NPOSBAEHUAMU MHDAHTWUABHOW GpopMmbl Bl cnyxaT
Takke MakpOrnoccusl, HEPE3KO BbIPAXEHHAs renaTtomMeranus,
amcdarns n HapylleHve rpyaHoro BCKapManBaHus, 3agepxka
MOTOpPHOro pa3suTusi. MogaensioLlee 6GONbLIMHCTBO BOJIbHBLIX
MIaZleHUEeB He oxXuBatoT Ao 1 roga n nornbatloT BCneacTane
NEro4HO-CepAeyHON HefocTaToqHOCTM. dTa dopma 3abone-
BaHWS COOTBETCTBYET knaccuyeckomy onvcanmio J.C. Pompe
1 pa3BMBaeTCa NpPWU MOSHOM WA MOYTWU MOAHOM OTCYTCTBUM
AKTUBHOCTU Kucnon o-1,4-rnoko3ngasel (akTmeHocTb <1%).
K coxaneHuio, B HEKOTOPbIX Cay4asx npu MHGaHTuAbHOM dop-
Me 3abonesaHus P3T aBnseTcs HEAOCTaTOYHO 3P PEKTUBHON
N COMPSIXEHa C Pas3BUTMEM UMMYHHOrO OTBETA Ha BBEAEHUE
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Puc. 1. dBneHuns kaxekcum y naupmeHTkm ¢ BIMH.

6enkoBoro npenaparta. Tem He meHee npumeHeHre O3T npu
aTon popme Bl B LenomM ymeHbliaet puck cmeptn Ha 99%,
CHVXaeT HeobXoAMMOCTb B MHBA3VMBHOW BEHTUNSALMM NETKUX
Ha 92%, BbI3blBaeT 0OpaTHOE pa3suTHe kapavomuonatim [18].

Bce maHudecTaumn BN ¢ nebiotom 3abonesaHns nocne
1-ro roga XusHu (BNNOTb A0 3—-6-ro OECATUNETUS XU3HK),
paHee noapasfensieMble Ha OeTCKuUe, IOHOLIECKME 1 B3POC-
nble GopMmel, B HACTosILLLEe BpeMst onpeaensioT kak BIMH, npu
KOTOPOW aKTUBHOCTb KMCIOW ManbTadbl MOXET konebaTtbes v
pocturatb 30% OT HUXHEN rPaHMLLbl BO3PACTHOW HOPMbI. s
BIMNMH HexapakTepHa MOAMOPraHHOCTb NATONOMMM, KaK 3TO
UMEET MECTO NPV UHbAHTULHOW hopme; Npu Bonee No3aHeM
nebtoTe 3aboneBaHns oTMedaeTcs 6onee 106pPOKaYECTBEHHOE
TEYEHNe, BO MHOrOM COOTBETCTBYIOLLEE PEHOTUMY MOSICHO-
KOHEYHOCTHOW MbILLIEYHOW ANCTPODUM, HTO CNYXUT NPUYMHON
ANarHoCTUYECKUX OLWMBOK. PaHHMe CMMNTOMbI NpeacTaBeHbl
nosiBNeHMeM cnabocTv U NOBbLILEHHOW YTOMASEMOCTN AJINH-
HbIX MBbILUIL, CMWHBI (MapacnuHanbHOM Myckynatypel), cnabo-
CTV B NPOKCUMAbHbIX OTAeNax Hor, 60/M B MbILAX CMWHbI
N KOHEYHOCTEW, CHUXEHWEM TONAEPAHTHOCTU K MPUBbIYHBIM
dusmyecknm Harpyskam. Mo Mepe nporpeccrpoBaHns 3abo-
NIeBAHNS BO3HMKAIOT TPYAHOCTW NPV NOAbEME MO NEeCTHULE,
BCTaBaHMN U3 MOMOXEHNS “Ha KOPTOYKax”, MPUCOeOMHAETCS
ofAblLLKa MPY NPUBLIYHONM Gr3NYeckoit Harpyske. Co BpeMeHeM
noxopka nauueHTa Bcé 60nee COOTBETCTBYET TUMNYHOW “yTU-
HOIN” NOXOAKE, XapaKTEPHON AJ18 NOSACHO-KOHEYHOCTHbBIX MMO-
OMCTpOdUiA, pa3BuBatoLLECS BCNEACTBME CNaboCTy NPOKCH-

HepsHsble Ooe3nun 172017
http://atm-press.ru

MaJlbHbIX MbILLL, HOT 1 Ta30BOr0 MOsica — HOra OTPLIBAETCS OT
rosia 3a CHeT HakJlIoHa Tyn0BMLA, MPY 3TOM NOBOPOT Ta3a Cro-
cOBCTBYET ABVXEHUIO HOMY Briepes, 60AbHON X0OWT nepesa-
nuBasicb. PopmypyeTcs 3aMeTHbI rMnepnopao3 NOSICHUYHO-
ro OTAena N03BOHOYHMKA. BCTaBaHue € KpoBaTu 13 NONOXeHUs
flexa Ha CrMvHe NauWeHT OCYLLECTBASET C MCNONb30BaHWEM
“mMmnonaTtnyecknx” NPUEMOB CamMOMOMOLLM, Hanpumep “nect-
HWYHBIM" cnocobom loBepca — NyTem MocnefoBaTeNbHOro
NMoBOPOTa Ha XMBOT, BCTABaHWS HAa YETBEPEHbKU, pa3rnbaHus
HOT B KOJIEHHbIX CYCTaBax, YAEPXMBasiCb PykaMun 3a rofieHn, 1
nocnenyoLwero BeINPSMAEHNS TYNOBULLA C YTOPOM pykamu B
6enpa. OTaenNbHbIE MbILLLbI U LLENLIE MbILLIEYHBIE FPYMbI Nosica
BEPXHMX U HMXXHUX KOHEYHOCTEN atpodupytloTca 1 3amella-
I0TCS XXMPOBOMN TKaHbIO, MALMEHTbI CYLLLECTBEHHO XYLAEIOT, Npu
L/MTENBHOM Te4YeHUM 3a00NIEBaHNS BbIMISAAT KaXEKCUYHLIMU
(pnc. 1). Hepenko cylLLeCTBEHHO CTpadaeT opomMaHamoynsp-
Has Myckynatypa v Apyrve MUMUYECKME MbILLLbl, a TaKkKe
MbILULLbI FAIOTKU U FOPTaHK, 4TO CO3AAET TPYAHOCTM Npu nepe-
XXEBbIBAHUV MULLM, FOTaHWUK, MOMbITKE NOSHOCTHIO BLIBECTU 3
nosiocTn pTa a3blk, nocsucTeTb 1 T.40. Ansa BIMH xapaktepHo
pa3BuTne cnabocTy AbIXxaTeNbHOM MYCKYNaTyphbl U HApYLUEHNIA
QYHKLMN BHELLHETO AbIXaHWsl, YTO BbISIBNSIETCS HA PAHHUX CTa-
[OVSIX TOMbKO NP NPOBEAEHNN DYHKLMOHAIBbHON ANarHOCTUKM
(cnuporpadun). CuMNTOMbI CEPAEYHOM HELOCTATOYHOCTY NPK
BIMIMH BCTpeyalnTca 3HaYUTENBLHO pexe, Yem Npu UHPaHTUIb-
Holi popMe 3aboneBaHus. XapakTepHOU SBNSETCA CKIIOHHOCTb
K Pa3BUTMIO MHDEKLMIA BEPXHUX U HUXKHUX ObIXaTeNlbHbIX NyTeN.
MauwnenTbl ¢ BMMH Ha ¢oHe npoBoammoint 3T MoryT AoXu-
BaTb JO MPEKIOHHOMO BO3pacTa C XOPOLMMM nokasaTensMm
Ka4yecTBa XM3HW, NPV 3TOM Ha GOHE HEMPEPLIBHOM Tepanum
HapacTaeT MbILeYyHas cuna, ABuraTesibHas akTMBHOCTb, CTa-
6rnM3npyeTcs GyHKUMS BHELLHErO AbixaHus [19]. bes neyeHus
3a6051eBaHVE HEYKIOHHO NPOrPeccrpyeT, CMePTb 0ObIYHO Ha-
CTynaeT Npu ABAEHNSX AblXaTeNbHOW HEAOCTATOYHOCTU.

Kak yxe OTMe4YeHO Bbllle, pecnmpaTtopHas HeLOCTaTou-
HOCTb CNYXUT OHVUM W3 XapaKTEPHbIX KITMHUYECKMX NPOsiBie-
Hu BIMH, npyyem ancdyHKumMa ObixaTeslbHOM MYCKynaTypbl
MOXET NPOSIBAATLCS PaHbLUe KIMHUYECKU BbiPaXeHHO1 cnabo-
CTU MbILLL, TA30BOO 1 M1e4YeBOro nosica. Bo spems 604pcTBO-
BaHWS [blXaTeNbHas HeOOCTAaTOYHOCTb Y MaumMeHTa nposiBns-
€TCS OAbILLKOV Npu GU3MHECKON Harpy3ke 1 B Nokoe, npu no-
rpyxeHun nog, soay. Mo AaHHbIM NUTEPaTypbl, HEMHBA3VBHASA
pecnupaTopHas noanepxka MoxeT TpeboBaTbCs NPUMEPHO
1/3 NaLMEeHTOB 0,0 BO3HWMKHOBEHWS HEOOXOAMMOCTY B UCMOJb-
30BaHUK Ons nepeasuxeHns kpecna-konscku [20]. B nepsyio
oyepepb CTpadaeT PyHKUMS avadparmel, 0OHAKO B Pa3BUTUM
pecnupaTopHO/ HEeLOCTATOYHOCTM Takke WUMeeT 3HavyeHue
nopaxeHue MexpebepHbIX 1 aboOMUHANbHbLIX MbILLL, BCMO-
MoOraTesibHbIX AbIXaTeNbHbIX MbILLL, (NECTHUYHBIX, BONBLIOW 1
Masioi rpyaHbIX, nepeaHelt 3ybuatoit). Peaynbratel nocnenHmx
nccnefoBaHvin CBUAETENbCTBYIOT O TOM, 4TO AMCOYHKLUMS Ana-
dparmbl npun BIMH cBsidaHa He TObKO € “MuonaTnyeckummn”
N3MeHeHnaMy amadparmManbHOM MblLLLbI, HO U C aKKyMYsLIM-
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el rnKoreHa B HepoHax NepeaHVx POroB LWenHOro otaena
CMUHHOMO MO3ra 1 C NOPaXeHneM Kak avadparmanbHOro Hep-
Ba, TaK U HEPBHO-MbILLEYHbIX crHancoB [21, 22]. Stum 0bb-
SICHSIETCS! OrpaHWYeHHbI TepaneBTudecknii apdekt O3T B
OTHOLLEHWN AnadparmManbHON AMCHYHKLMM, Tak Kak aNMMUHa-
UMst INKOreHa Ha GhOoHe Tepanun NPoMCcXOaMT TOMbKO M3 Mo-
PaXXEHHOI MbILLEYHOW TKaHW, He 3aTparmeas HempoHbl. OfHako
npu 3TOM BbISIBIEHO, 4TO AninTenbHas P3T HECKOMLKO yyyLla-
€T nokasartenn GOopCMPOBAHHOW XN3HEHHOW EMKOCTU NErkmnx
(PXEN) y Takux 6onbHbix [19, 23]. B oTcyTCTBUE neyeHus
XpOHUYecKast AblxatesnbHas HelOCTaTOYHOCTb HEYK/IOHHO Ha-
pacTaeT (CO cpeOHeronoBbiM CHKeHeM nokasatens OXEJ
Ha 1,5%) 6onee yem y 70% naumeHTtoB ¢ BMMH [24]. Kpome
TOro, 0 HanMuMM cnabocTn AbIXaTebHOW MyCKynaTypbl MOTyT
CBWIETENLCTBOBATb CUMMTOMbI HAPYLLUEHWSI IErOYHOW BEHTM-
NISUMN BO BPEMSI HOYHOIO CHa (anHO3 U MMMNOMHO3, OPTOMHOS,
NPEPBLIBUCTLINA COH, YTPEHHWE FONOBHbIE 60NN, OHEBHAS COH-
NINBOCTB), @ TaKXXe TPYAHOCTW NPY OTKALLAMBAHUM U CUMMTOMbI
HapYLUEHVSI CTECTBEHHOMO [peHaxa BEpPXHUX AbIXaTemnbHbIX
nyTel, CBS3aHHbIE CO CHUKEHUEM [1bIXaTesIbHOro AaBNEHNS BO
BPEMs BLIOXa ¥ BblAoxa. HapyLueHve kalneBoro Tonyka npea-
pacnonaraeT K pa3BUTUIO NEroYHOM acnmpaumm, 06CTpyKLMm
ObIXaTeNbHbIX MYTEeR CAn3blo, MHPEKLUA BEPXHUX N HUKHUX
[bIXaTesbHbIX NMyTEeN.

Hwxe npuBeaeHo cobCTBEHHOE KMHMYeckoe HabnioaeHne
BIMIMH ¢ TMNnYHBIMK HAPYLLUEHNSMIW PECTIMPATOPHON QYHKUMN.

KnuHuyeckoe HabnopeHue

Naument C.L., 41 roa, noctynun B 5-e HeBponoruye-
ckoe oTaeneHne HayyHoro ueHTpa HeBposorun ¢ xasobamu
Ha cnabocTb B pykax v Horax, obLuLyto cnabocTb, HapyLleHne
NMOXOAKW, TPYAHOCTM NPW BCTABAHUM M3 MOMOXEHWIA CMOa 1
nexa, 601M B MbILLAX LWeN 1 CNnHbI, 0AbILLKY Npy xoabbe, B
NONOXEHUN Nexa, MHOrAa NoNepxX1BaHNe NpPu rMOTaHUKU TBep-
[0/ MWLM, NMOBEPXHOCTHBIA COH, [HEBHYI0O COHAMBOCTb. M3
aHamMHe3a HacToslyero 3ab60/1eBaH1s U3BECTHO, YTO paHHee
pasBuTE MauMeHTa NPOoTekaso COrfacHO BO3PACTHLIM HOP-
MaMm, YCMelIHO OKOHYW/ LWKOJY, Bhicllee y4yebHOoe 3aBefe-
Hue. MNepBble cMNTOMbI 3a60N1EBaHNS MOSIBUMMCH B BO3pacTe
27 net - cTan UcnbITbIBaTb 3aTPyaHeHUs npu Gere, GbICTPOiA
xoab0e, 3aTpyaHeHVe OPIOLWHOrO AbIXaHWs B MOJIOXEHUM Niexa.
BbIpaXeHHOCTb 3TX CMMATOMOB MOCTEMEHHO HapacTana Ha
npoTsbkeHUn nocnepyowyx net. C 35 net BO3HUKIA OAbiLL-
Ka Mpu CMoKOMHOWN Xxoabbe Ha OonbluMe PacCTosHUS, Yepes
rog, noxoAka crana nepesanunsalowencs (“yTmHon”), oabiika
cywiectBeHHo Bo3pocna. C 38 net crtanu 6ecrnokouTb AHEB-
Hasi COHNIMBOCTb, YTPEHHSS “pasbuToCcTb” NOcNe CHa, HOYHbIe
npocCkINaHns 13-3a HexBaTkn BO3ayxa. Yepes rog nosiBuanCh
oTekn Hor. K aToMy BpemeHn copMMpOoBaNiCs BSbIA MPOK-
CMMaJIbHbI TeTpanapes, CTaiM OTMeYaTbCsl CYLLECTBEHHbIE
TPYOHOCTM MpW BCTaBaHWM U3 MOMOXEHUS “Ha KOPTOYKax”.
Meproanyeckn Bo3HMKana HeoOXOOAMMOCTb B HEMHBA3VBHOM
pecnupaTopHol nogaepxke, ¢ 2015 r. nauMeHT Havan nosb30-

BaTbCS AbixaTenbHbIM annapatoM. K 40 rogam ofbilika 6ecno-
Komna faxe npyv MUHUMasbHOM PU3NYECKol Harpy3ke, NosiBU-
JI0Cb OLLyLLIEHNe TSKecTn B obnacTu cepaua, TeMn 00bl4HOM
X0[b0bl 3HAYMTENBHO 3aMeanCs.

B 2014 r. naumeHT npoxoaun crauuoHapHoe obcneno-
BaHWe N0 MECTY XWTeNbCTBa, OblN0 KOHCTAaTMPOBAHO Pa3BU-
TUe NEroyHOM rvnepTeHsnn ¢ GOopMUPOBAHMEM NIErOHHOrO
ceppua Ha GOoHe XPOHMYeCKo 06CTPYKTVMBHOW Gone3Hn ner-
KVX, BMepBble YCTAHOB/EH AMArHo3 “KOHEeYHOCTHO-MOosicHas
MbllleyHas aucTpodus 3pba”. Mpu namepeHnn cartypaums
kucnopogza 6bina cHukeHa fo 50-70%, XM3HEHHAs eMKOCTb
nerkux (XKEJT) B nofioxeHnn nexa cHmxanach 10 34% o1 aonx-
HoM. Mpw komnbloTepHon Tomorpadum (KT) opraHoB rpyLHoOM
knetkn (2015 r.) 6binm BbisiBNEHbI GUOPO3HLIE 04aru B cpedHei
[lofle NpaBoro Nerkoro, AMCKOBUAHbIA atenektas B H6asanb-
HbIX OTAENax HUXHEN JOAM NEBOro Nerkoro, kapamomMeranus,
neroyHas runepteHaus. MNpy npoeeneHun axokapamorpadpum
(2015 r.) oTMeYeHbl yBENMYEHNE 1 TMNEPTPODUS NPABOro Xe-
nlyooyka, yeenuyeHne oboux npepcepamin. Mpu ynbTpasey-
KOBOM MCCNIEA0BaHWMN OpraHoB 6ptowwHoi nonoctu (2015 r)
HabnoAaNnCh NPU3HAKN YMEPEHHbIX ANDdY3HBLIX N3MEHEHWI
napeHxVMbl MeYeHN 1 NOMXKENYO0YHON xenesbl. B cBA3n C
CMMMTOMATUYECKM 3PUTPOLMTO30M MaUMEHT Obln MPOKOH-
CYNbTMPOBAH remMaTofioroM, PEKOMEHA,0BAH MOCTOSIHHbIN NPU-
eM [ie3arperaHToB. 1o NpuyvHe yCUneHns oapilikv B HosiGpe
2015 r. obcnenosanca B COMHONOrMYeCKol nabopaTopu no
MECTY XUTENbCTBA, [AE B CBA3U C “XPOHNYECKON rnnepkanHu-
YecKow AblxaTenbHOW Hed0CTaTOYHOCTbIO, HOYHOW U OHEBHOW
runokcemueir” Gbina peKoOMeHL0BaHa HEMHBa3MBHAS NCKYCCT-
BeHHasd BeHTuUnAuma nerkux (HWBJT), koTopylo nauueHT pe-
ryNSiPHO UCMOMb3YeT B HOYHbIE Yackl. B ¢despane 2016 r. 6bin
npeanonoxex gnarHod bBIMH Ha ocHoBaHMW HANM4YMS y Naum-
€HTa MPOrpeccupyIoLLEen NOSICHO-KOHEYHOCTHOW MUOAUCTPO-
$un, NPM3HAKOB MOPAXEHNS AbIXaTEeNbHOW MYCKYyNnaTypbl, Ha-
PYLLUEHUS MOXOAKMN MO TUMY “YyTUHOW”, NPU3HAKOB MEYEHOYHOMN
ancoyHkumn. Mpu nposeaeHny GepMeHToaMarHoCTUKN MeTo-
nom TMC (11.03.2016 r., naGopaTtopus MONEKYNIIPHOW reHeTH-
KV 1 KNETO4HOW 6ronornm HaumoHanbHOro Hay4YHo-npakTuye-
CKOro LieHTpa 340p0Bbs AETEN) BbISIBNIEHO CHUXEHNE aKTUBHO-
cTun kncnow o-1,4-rmoko3unagassl 0o 0,96 MkM/n/4 npu Hopme
>2,32 mkM/n/4. Hanuune 3abonesaHust Obio NOATBEPXKAEHO
METOAO0M MPSIMOr0 CEKBEHMPOBaHMSA reHa GAA (3akoyeHune
ot 15.03.2016 r., nabopaTopus MONEKYNSIPHON FEHETUKU U
KNETOYHOM Buonorum HaumoHanbHOro Hay4HO-NPaKTUYeckoro
LileHTpa 3[0pOBbS AeTeit), Npy KOTOPOM BbISB/IEHbI NATOrEH-
Hble MmyTauun c.-32-13T>G 1 ¢.2238G>A B kOMNayHa-reTepo-
3UFOTHOM COCTOSIHUN.

MaumeHT nocTynun B cTaumoHap HayyHOro LeHTpa HeB-
ponoruu ¢ uenbio o06CnefoBaHns 1 onpeaeneHns TakTUkmn
[JanbHENLWero BeleHNs, BKIOYas Ha3HayeHne naToreHeTuye-
ckoin P3T.

CeMeliHbIii aHaMHe3: poauTeny nauueHTa 300pOBbl, Mo-
nobHoe 3abonesaHne B poay He HabnoaaNoCh.

HepsHsbie 6une3nun 172017
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Puc. 2. “KpbinoBupgHbie” nonatku y naumenta C.LL.

O6Luee cocTosiHue rnpu MOCTYAeHN OTHOCUTENBHO YA0B-
neTBopuTenbHOE. [MOBBLILEHHOMO NUTAHWS, OTMEYAETCH Ku-
$03 rpyoHOro oTaena no3BOHOYHMKA M NOPA03 NOSICHUYHOIO
oTaena no3BOHOYHMKA. KOXHbIe MOKPOBbLI GNEeHON OKpacky,
UMEIOTCS PaCNpPOCTPaHEHHbIE NCOPUATUHECKME BbIChINaHNS Ha
KOXe PyK v HOT. B nonoxeHnmn nexa vepes 2—3 M1UH NosiBASETCS
AKPOLMAHO3 1 3aTEM LIMaHO3 Nnua, LLEeW, BEPXHEV MONOBUHbI
TynosuLia. B nerkux xecTkoe AblxaHue, 4acToTa AblXaTeNbHbIX
LBUXeHW 20 B 1 MVH B NONOXEHNM CUAS, B NONOXEHNN Nexa
BO3HMKaeT ofblwka Ao 30-35 B 1 muH. ToHbl cepaua npury-
LLIEHbI, YacTOTa CepAeYHbIX COKpaLLeH 75 B 1 MUH.

HeBposnoru4deckuii cTaryc: NauMeHT B CO3HaHWMW, KOHTaK-
TEH, NPaBWJIbHO OPUEHTUPOBAH. MeHNHreanbHbIX 3HAKOB HET.
[nasHble wenu, 3paykm CUMMMETPUYHBI, OTMEYAETCs NErkun
9k30dTanbM. [1BMXKEHMS rmasHbiX 610K B NMOSHOM 00beME,
HMUcTarma HeT. MuMmuyeckre Npobbl BLIMOSIHAET YA0BNETBOPU-
TenbHO, cnabocT MUMMUYECKOIN MYCKynaTypbl HE BbISIBIEHO.
®doHauys He HapylueHa, nerkas aucdarvsi. BolBefieHre S3bika
13 NONOCTM PTa — MO CpeHen NMHUK. NpokCcMManbHbIN TeTpa-
napes — CHKEHVE MbILLEYHO CWbl MPOKCHMMAIIbHO B pyKax 10
4 6annoB Npu COXPaHHOCTU CUMbI B AUCTaNbHbIX OTAENax (pyku
HEe MOAHVMMAET BbILE FOPU3OHTASIBHOrO YPOBHS, MPY 3TOM
HabnogaeTcss OTCTOSIHME NIONATOK MO TUMY “KPbINOBUAHBIX”
(puc. 2)), npokcManbHbI Napes B neBow Hore Ao 4 6annos,
B NnpaBoi Hore Ao 3 6annoB Npu COXpPaHHOCTW Cubl B crmba-
Tensix/pa3rndarensx cton. MMnoTpodus MblLLL, NIEYEBOrO MNO-
dca (AenbTOBUAHBIX, TpaneumeBuaHbIX, HaLOCTHbIX), nerkas
rmnoTpodus NpaBoit rpyANUHO-KITIOHYNYHO-COCLIEBUAHOM MbiLL-
ubl. Jlerkas cnabocTb MblLULL NepeaHei 6ptolHol cTeHku. Ma-
LIMEHT HE MOXET HAXOAMTLCS B NMOJIOXEHUN Niexxa 6onee 5 MyH
13-3a HapacTaHWs OAbILIKM 1 NOSIBNEHNS LiaHO3a nLLA, LLIEW 1
BEPXHEN NONOBWHbI Tynosuwwa. AuddysHas MbllieyHas rmno-
ToHUS. CyXOXwmibHble pedneKChbl B pykax TOPMMAHbI, KONEHHbIE
OTCYTCTBYIOT, BbI3bIBAETCS axmioB pedrekc cnpaga. Marono-
FMYECKMX CTOMHBIX M KUCTEBLIX 3HAKOB HET. [py BCTaBaHUu 13
nonoxeHus “Ha KopToykax” nomoraeT cebe Onopoit pykamm o
konexu. MNepensrraeTcs CamoCToATENbHO, NOXOAKA N3MEHEHA

HepBHbIE Gume3nn 172017
http://atm-press.ru

no Tiny “yTnHoin”. KoopamHaTopHbIX paccTponcTB HeT. OTme-
yaeTcsl CHuKeHne 60NeBoin YyBCTBUTENIbHOCTM MO nepenHe-
60K0BOIN NoBepxHOCTM Geaep. KOrHUTUBHBLIX HAPYLLEHWIA HET.
OyYHKLUMM Ta30BbIX OPraHOB KOHTPOJIMPYET.

JaHHble fononHuTenbHbix meTogos obcnenosaHus. O6-
WMIA aHanM3 KpPOBW: MOBbILIEHUE YPOBHA remornobuHa [o
166 r/n (Hopma 130-160 r/n); o6LLMIA aHann3 moum — 6e3 na-
TONOTMYECKUX U3MEHEeHW. Buoxumuyeckuini aHanns KpoBswu:
MoBbILLEHVE YPOBHS anaHMHamyMHoTpaHcdepassl 1 acnaprar-
amuHoTpaHcdepasbl Ao 135 u 75 EZl/n cOOTBETCTBEHHO
(Hopma 0-35 EJl/n), obuiei naktataernaporexassl (JIAF) no
629 E[/n (Hopma po 225 EJfl/n), obuei kpeaTHdOchOokum-
Hasbl (KOK) no 1166 EA/n (Hopma po 170 EA/n). Uccneno-
BaHMe KUCNOTHO-LLENOYHOrO0 COCTOSHMS U ra3oBOro COCTaBa
KPOBW: MOBbILLEHVE MNAPLMANBHOO OABEHUS YINEKUCNOro
rasza go 49 mm pt. cT. (Hopma 35-45 MM pT. CT.), CHUXEHNE
napumanbHOro gaBneHns kucnopoga go 66 mm pt. cT. (Hopma
80-98 mm pr. cT.), catypaums 50-77% (Hopma 96-98%).

KomnbloTepHas Tomorpadust OpraHoB rpyaHOW KIETKM:
04aroBbIX ¥ MHOUALTPATUBHBLIX UBMEHEHWI B NETKMX HE BbISB-
JIEHO; COCYAMCTOE NOSHOKPOBME NErknX, KOCBEHHbIE MPU3HAKM
NIErO4HOV TMMEPTEH3UN N HAYaNbHbIX IBIEHWI 3aCTOS; NATONO-
rm4yecknx 06pasoBaHuii B CPELOCTEHNMN HE BLISIBIIEHO.

Oxokapaunorpadus: pasmepbl NONOCTEN CEPALIA B HOPME;
HebonblUasi KOHLEHTpUYeckas runepTpodus Muokapaa ne-
BOMO XENyA04Ka; 30H HAPYLUEHWUS NOKANbHOM COKPaTUMOCTM
He BbISIBNIEHO; COKpaTuUTenbHas GYHKLMS NEBOro Xenyaouka B
HOPME; NPU3HAKOB NIErO4HOM TMNEPTEH3NN HE 0BHAPYXEHO.

WNronbyaras anektpomuorpadus: npusHaky reHepannso-
BAHHOW MEPBUYHO-MBILLEYHOM MATONOMMN C YMEPEHHO BbIpa-
XEHHOW TeKyLlen akTMBHOCTBIO MpOoLLecca B NPOKCUMANbHbIX
MBbILLILLAX KOHEYHOCTEN.

WccnepoBaHve QyHKUMN BHELUHEro ApixaHus: XXEJT1 2,475 n
(52,1% OT JOMKHOW).

MarHuTHo-pe3oHaHcHas Tomorpadus (MPT) wmbiww, 6e-
nep: B pexume T1-BW (B3BeleHHOE 1306paxeHne) oTMeva-
€TCs CMMMETPUYHOE (C 00enx CTOPOH) BhIPAXEHHOE XMPOBOE
3aMeLLEHVE M YMEHbLUEHNE B pasMepax MblLL, MeananbHoOM
rpynnbl 060ux 6eaep.

MarHuTHO-pe3oHaHCHas ToMorpadus MblLlL, rofeHen: B
pexume T1-BU npn3HakoB XMPOoBOM MHBOMOLMN MbILLILL HE Bbl-
SBNEHO.

MarHuTHO-pe3oHaHcHas Tomorpadpus NOSCHUYHO-KPECT-
LLOBOrO OTAeNa MO3BOHOYHMKA: KApTMHA COOTBETCTBYET Ha-
YasnbHbIM MPU3HAKaM 0CTEOXOHAPO3a NOSICHUYHO-KPECTLLOBO-
ro oTAena NO3BOHOYHMKA; U3SMEHEHNS MbILUL, COOTBETCTBYIOT
NPOSIBNEHNAM OCHOBHOrO 3aboneBaHust (HeMPOMBbILLEYHOM
naTonorum).

KoHcynbTaums TepaneBTa: runepToHuyeckass 6onesHb
Il ctapmm, 3-11 cTeneHu, puck 3; XPOHNYECKOoe Nero4yHoe cepa-
Le; AplxaTesibHas Heo0CTaTOYHOCTL || cTeneHn; ncopuas.

Bo Bpems HaxoxaeHus B CTaLMOHape nauyeHTy NpoBoau-
flacb Tepanus No Ha3HavYeHusam TepanesTa (HubeounuH, ale-
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TUNCaNMUMIOBas KUCNOoTa + MarH1s rmapokcu), NauneHT ca-
MocToaTensHo npoeoaun HUBJ1 (puc. 3) B nonoxeHun nexa un
BO Bpems cHa no Tuny BiPAP (bilevel positive airway pressure —

[BYXYPOBHEBOE NONOXUTENbHOE AAaBeHNE B AblXaTesbHbIX My-

Tax). MpoBefeH KOHCUAMYM, ObINO CAENAHO 3akioYeHne, YTo

C Lenbio NpepynpexaeHnst Hem3bexHoro pas3BuUTUS XU3He-

YrPOXaIoWMX COCTOSHWUI — daTasbHbIX HAPYLEHUIA OblXaHWS

N rNOTaHus, a Takke JaNbHEeNLWero HapacTaHus Guanyeckon

WHBaNUAM3aLmm NaLmeHTy no X13HEHHLIM NOKa3aHWsaM Heob-

xoammo nposeneHne O3T.

MpencraBneHHoe KIMHUYECKOE HabMoaeHWe SpKko wun-
JIOCTPUPYET OMHAMUKY PAa3BUTUS OCHOBHBIX KIMHUYECKUX
cumnToMoB npw BIMH, Bktoyas OblxaTesbHble HapyLUeHUs.
O6paLlaioT Ha cebs BHMMaHWe 4OCTAaTOYHO NO3OHUI BO3pacT
nebiota 3aboneBaHns (27 NeT) U xapakTepHbIE CIOXHOCTU
NMOCTAHOBKM KJIMHMYECKOro amarHosa bll, cesidaHHble C He-
CrneuMduYHOCTbIO MHOMMX CUMNTOMOB Bl 1 dpeHoTunmnyecknm
cxo0ACcTBOM 3aboneBaHus ¢ 6onee pacnpocTpaHeHHbIMU Gop-
Mamu NepPBUYHO-MbILLEYHOW NATONOrMKN — MOSICHO-KOHEYHOCT-
HbIMU MUOANCTPOGUAMU. OCOBEHHOCTBLIO OMUCAHHOrO Cyyas
SIBUIOCh HANIMYME BbIPAXEHHbIX AbIXaTENbHbIX HAPYLLEHWIA, MO~
TpeboBaBLUMX BKJIIOYEHUS B CXeMy BeaeHust naumeHta H/BJI
no tuny BiPAP. Mofgo6HbI MeToA UCKYCCTBEHHO BEHTUNSALMN
NErkunx LWMPOKO MPUMEHSIETCS Y NaLMEHTOB, CTpaJatoLmx 60-
KOBbIM aMMOTPOGUHECK M CKepo3oM. 1o pesynbratam aHa-
NN3a HacToALLEro HabnIoAEHNS MOXHO BbIAENUTb CleayloLme
“KpacHble Gnaxku” KMHMYeckol 1 N1abopaTopHO-NHCTPYMEH-
TanbHOM amarHoctukm BITMH, no3sonsiowme NocTaBuTb npa-
BWUJIbHbIV OMarHo3:

e Mporpeccupyiowas  MnosiCHO-KOHEYHOCTHAs  MUOAMCTPO-
Gua ¢ NPEenMyLLECTBEHHBIM NOPAXEHWEM NapaCciMHaNbHbIX
MBbILULL U MbILLL, MPOKCUMAbHbIX OTAEN0B KOHEYHOCTEN, Ta-
30BOr0 1 N1E4eBOro nosica. XapakrepHa COXPaHHOCTb axui-
NIOBbIX 1 KapnopaamanbHbiX pedekcos;

e opToneanyeckne aedopmanmm NO3BOHOUHNIKA;

o OUCOYHKUMS MNeYeHU (YMEPEHHOE MOBbILIEHNE YPOBHSA
TpaHcamuHas, J147);

® yMepeHHas renarocnieHomeranus (HeobamraTHo);

o [pIxaTesibHas HeJOCTaTOYHOCT;

o Hepeskoe MnoBbileHve ypoBHs 06Lwein KOK (go 1,5-7 pas);

o MPT mbiwL, - BuU3yanu3auus MnogucTpoduu, XUpoBOro
nepepoXAeHNs MbILLL, MPOKCUMAaJbHbIX OTAENI0B HOT 1 Ta30-
BOr0 Nnosica;

® CHUXEHWE aKTUBHOCTY KUCON 0i-IIIOKO3MAA3bl B NATHE Bbl-

CYLUEHHOW KPOBM N0 AaHHbIM TMC;

OHK-anarHocTtuka.

B npefcTaBneHHOM KIIMHUYECKOM HabMOAEHNN AbIXaTeNb-
Hble HapYLUEHWS OblAY OCHOBHBLIMY XNU3HEYrPOXaIOLLMMM KIN-
Huyecknmun nposisneHnsammn BIMH. HecomHeHHO, MakcmManb-
HO paHHee Ha3HayeHue nartoreHeTudeckon 3T B NOAOOHbIX
Cny4asx No3BOMSET CYLLECTBEHHO YyNyylUnTb 0bLliee cocTos-
HVE NALMEHTOB, NOBLICUTb KAYECTBO VX XN3HW, NPeaoTBPaTUTb
[anbHelillee NporpeccrpoBaHne 3aboneBaHnst U pasBuUTUE

Puc. 3. ToT e naupeHT nepeg ceaHcom HUBJ (npoBeneHne B
MOJIOXEHNM NIexa).

KPUTWUHYECKNX BUTASIbHBIX OCNIOXHEHWIA, B TOM YMCe pecnmpa-
TOPHbIX HAPYLLEHWIA.
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Late-onset Pompe Disease with Severe Respiratory Symptoms: Case Report

S.

A. Klyushnikov, E. Yu. Fedotova, and L.1. Volkova

We present current view at the pathogenesis, diagnostics and pathogenetic treatment of Pompe disease, an orphan disease from the group of
lysosomal storage abnormalities. Brief summary of current literature concerning this form of lysosomal disease is provided, including the most
recent data from the molecular genetic and biochemical studies. Clinical features of late-onset Pompe disease are discussed, focusing on the
respiratory symptoms that accompany this form of the disorder. Our own case report of late-onset Pompe disease with severe respiratory symp-
toms in male aged 41 is presented. We underline the need for the most early treatment of pathogenic enzyme replacement therapy to achieve

stabilization of clinical status and prevention of life threatening conditions.

Key words: lysosomal storage disorders, late onset Pompe disease, limb-girdle muscular dystrophy, mutations, respiratory disorders, enzyme
diagnostics, tandem mass-spectrometry, non-invasive mechanical ventilation, enzyme replacement therapy, alglucosidase alfa.
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