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Takum ob6pa3om, Npu HanpaBneHUn Ha amBynaTopHbIf
npuem B NBY3 «CneunanunanpoBaHHas KnvHM4eckasa geT-
ckas MHekunoHHasa 6onbHMua» r. KpacHogapa 3a nepu-
oa 2009-2011 rr. 6GbIIO BLISBMEHO, YTO STMOSOMMYECKYHO
CTPYKTYPY 3aTsKHbIX XENTYX Yy [AeTel paHHero Bo3pacta
noateepannu B 80% HabnogeHun. nsa 3aToro Mcnosnb3o-
Banv AOMNOMHUTENbHbIE METOAbI TabopaTOPHbLIX U UHCTPY-
MeHTanbHbIX 06cneaoBaHuN.

OTnonorunyeckas cTpyktypa B 50% cnyvaes 6bina
npeacTaBieHa KOHbHOraLMOHHbIMU XeNTyXxamu, reprne-
Tnyeckne nHdpekuumn (LUMBW, BOB) coctasnsanu 19%
OT Bcex obcrnenyeMblX, NepuHaTanbHbI KOHTAKT Mo
HBV n HCV nmenu 20% peTten, y ocTaBLIMXCS nauum-
E€HTOB MPUYMHAa OcTanach He BbISIBIEHHOW B npouecce
obcrnepoBaHus.

[aHHbIA KOHTUHIEHT NauMeHTOB Habnwgancs gucnax-
CepHo M no HeobxoaumocTu obcnenoBarncsi NOBTOPHO.
Camblli AnuTenbHbIA Nepuog AMcnaHcepm3aumnmn oxeaTbi-
Ban AeTey paHHero Bo3pacta C MepuHaTarbHbIMU KOH-
TakTamu ¢ BUpyCHbIMU renatutamu B (312+58,0 gHs ) n C
(406+53,4 gHA), NauMeHTbl C repneTYeckuMn NHMEKLUS-
mu: BOB — 211+£26,2 gHa, LUMBW, naTeHTHOe TeyeHne —
274+21,3 gHs, BucuepanbHasa dopma LUMBU — 312+54,1
[IHS COOTBETCTBEHHO.

H. C. LLIATOXHUHA', C.

Mocne BOCCTaHOBMEHUS OWMOXMMMYECKMX MOKa3aTe-
nen, HopManusauuu nokasaTenen ceponorm4ecknx o6-
CrefoBaHWn Ha MapKepbl renaTtuToB, reprnecBUpYCHbIe
WHpeKUMM AeTn paHHero Bo3pacta CHMManuchb C yyeta u
npogonxanm Ha6mo,quv|e B yCnoBuax OeTCKUX NONUKNn-
HWK N0 MECTY XUTENbCTBA.
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B cratbe npencTaBreHbl KNMHUYECKVE CrlyyYan MPWKU3HEHHOW AMarHocTvk GonesHw Momne y AeTei nepBOro roga »UsHu B
KpacHopapckom kpae. OnucaHa KnmMHuyeckasi KapTuHa UH(aHTUIbHOM hopMbl 3a6onesaHust. MpuBeaeH cneumasnbHbIi MeToa amar-
HOCTVKM, MPUMEHEHME KOTOPOrO MO3BOMNUT BbISBMATL AaHHbIX GOMbHbIX.

Knouesnbie criosa: rnvkoreHosbl, 6onesHs Momne (rmukoreHos |l Tuna), AnarHocTuka, KimMHuka
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The article presents a case of Pompe's disease in vivo diagnosis in infants in the Krasnodar region. We describe the clinical
picture of the infantile form of the disease. Is a special method of diagnosis, the use of which will identify these patients.

Key words: glycogenoses, Pompe's disease (glycogen storage disease type Il), diagnosis, clinical.

Beepenne
BonesHb MNomne (BIM) npeacraenset cobow Hacnea-
cTBeHHoe 3aboneBaHue, oOyCrnoBneHHoe MyTauusiMu B
reHe, Kogupyrowem depMeHT O-rnoKo3nagasy (Kucnyto
manbTasy). [edekt atoro dpepMeHTa NpuMBOAUT K HaKo-
NAEHWIO TMMKOreHa B NN30COMax PasnnyHbIX TKaHew, npu

3TOM Haubonee Ccepbe3HO MOBPEXAATCs CepAevHble
N ckeneTHble Mbiwubl [1, 2]. TeH, KoaupYLWMN KNCAYIO
manbTasy (GAA), kapTupoBaH Ha xpomocome 17925 [3, 4].

Bl oTHoCcKTCS K NM30COMHBLIM BONE3HAM HaKomneHus
(NBH). Kpome Toro, BIN moxHO paccmaTpuBaTh U Kak HEn-
pomblLLeyHoe 3abonesaHne, MeTabonMyecKyto MMonaTuio 1



rMMKoreHos, 1. K. Bl aBnseTcs eaMHCTBEHHOW NATONOTMEN,
npun KOTOPOW HapyLLUeHWe pacnaga rmmnkoreHa CBs3aHo ¢ fe-
PeKTOM OYHKLMM NU30COM, a MHpaHTUNbHas dopma 6o-
NE3HM TaKkKe OTHOCUTCS K KapAMONormyeckon natonornm B
CBS131 C BbIP@XEHHbIMY U3MEHEHMAMN cepaua.

Mo TskecTn M cpokam MaHudecTauum KIMHUYECKNX
(PEHOTMNOB PasnMyaloT MHMAHTUIBHYIO, IOBEHUIBHYIO Y
B3pocnyto opmbl. MHpaHTunbHas dopma mMaHudecTu-
pyeT B NepBble MeCsLbl XWU3HW BbIPAXKEHHOW MNOTOHUEN,
Kapguomeranvein, obyCnoBneHHON pasBUTUEM BTOPUYHOM
rmnepTponYeCcKkon KapanoM1MonaTm, yMepeHHOM MaKpo-
rnoccven, ObICTPO MPOrpeccupytollen MblleYHOW crna-
60CTbto, MPKN 3TOM renaTtomeranusi BolpakeHa meHee. He-
CMOTpPS Ha MbILLEYHYH0 CraboCTb, MbILLLbI HA OLLyMNb TBEP-
Able 1 gaxe rmneptTpoupoBaHHbIE.

Y 60nbHbIX 4acTO BbIpaXEHbl TPYAHOCTW BCKapMIu-
BaHWs M pacCTpoWCTBa AblXxaHus, 0OyCrnoBreHHble cra-
6oCTblo AbIxaTenbHOW MyckynaTtypbl. ViMeeT mecto npo-
rpeccvpyoLlasl  cepaeyHo-neroyHasl HegoCTaTOYHOCTb.
Mpn HekoTopbIX opmax cnabocTb CKENETHbIX MbILL, CY-
LLlecTBEHHO Gonee BblpaxeHa, YeM crnabocTb cepaeyHomn
MblLLbl. B kpoBu noBbilwaeTcsa ypoBeHb KOK, JIAI Bcnen-
cTBre dparmeHTaumm mmocmbpunn, Ha K oTmevaeTca
yKopoueHue nHtepsana PQ B cBsi3n co cTMMynsaumen npo-
LLeccoB NPOBOAUMOCTH.

tOBeHunbHasa dopma, UM «MbILLEYHbI BapuaHT,
xapakTtepusyeTcs 6onee nosgHen maHudecTaumel B oeT-
CKOM WIN OHOLLECKOM BO3pacTe, bonee MArknuMm Te4eHnem
1 NPEeNMyLLLECTBEHHbIM MOPaXEHMEM CKEeNEeTHOW MyCKyna-
Typbl. [enatomeranusi BCTpeyaeTcs ropasfo pexe, B eau-
HWYHBIX CIy4asix — Makporfoccus 1 Kapavomeranus.

B3pocnas dopma maHudecTupyeT B BO3pacTe
20-50 net meaneHHO nporpeccupytoLen NpokcumanbHon
MuonaTven UM CUMNTOMaMun ObixaTenbHOW HeJocTaTou-
HOCTW MpY OTCYTCTBUM Kapavomeranuu. Tun Hacnegosa-
HWSI ayTOCOMHO-PELECCUBHBIN.

B 3aBMCUMOCTU OT CTpaHbl N STHUYECKOW MpUHaAAEX-
HOCTW YacToTa 3Toro 3abonesaHus Bapbupyet oT 1:14 000
po 1:300 000 [5]. HdaHTunbHaa dopma Bl goBonbHO
YacTo BCTpevaeTcs cpean adpoamepuKkaHueB, a Takke
B KOxxHom KuTae, Ha TanBaHe, B TO BpemMs kak B3pocnas
opma 3aboneBaHuns — B [onnaHauu. CymmapHasi Yacto-
Ta Bcex hopm BIT oueHmBaeTca kak 1:40 000 [6].

Yactota BcTpeyaemoctn Bl B Poccum He m3BecTHa.
Ha paHHMx cTagusix pa3sutusi 6onesHn B nepBble MecsiLbl
XM3HWM BOoMbHbIX AnddepeHUmanbHbIA anroputM NPOBOAAT
¢ 3abonesanuamu LIHC, muonatuamu, kapamommonatusimm
n ap. OuarHo3 rnukoreHo3a MoXeT ObiTb BepuduumMpoBaH
NPWXN3HEHHO Ha OCHOBaHWWM MATOrHOMOHWYHOTO CUMIMTO-
MOKOMMIEKCA M CBOEBPEMEHHOINO MeOMKO-FEHETUYECKOrO
ob6cnepoBaHust. B Halwel ctpaHe NpoGnemMbl C AMarHOCTUKOW
6onesHu Nomne cBA3aHbl Npexae BCEro ¢ BHEAPEHNEM HO-
BbIX ANArHOCTUYECKNX TEXHOIOMMIA 1 OpraHn3aumen CooTBeT-
CTBYIOLLMX OMArHOCTUYECKUX MEPOMNPUSTUIA, a Takke ¢ npe-
0[OrEHNEM HELOCTAaTOYHON MHGOPMMPOBAHHOCTM BpaYen.

BornblumMe CrnoXHOCTU B OMOXMMUYECKOW OMarHoCTu-
ke BI1 cBA3aHbl C NPUCYTCTBUMEM HECKOMbKUX PasfnyHbIX
ManbTa3 B nenkoumtax nepudgepudeckon Kposu. loato-
My B kayecTBe GuonorMyeckoro matepuana npeanoytu-
TenbHee UCMosnb30BaTh KynbTypy KOXHbIX hnbpobnacTos
(KK®), 6uonTaTt mbiwL, nnv nedeHn. bonee poporoctos-
LM, HO 1 3(PEKTMBHBIM MOAXOAOM SABMSETCHA BbISBIIE-
HWe MyTauWi B reHe KUCIoW MarnbTasbl MOMeKynsipHo-re-
HETUYECKMMU MEeTOAaMM.

OTKpbITUE KMETOYHbIX MOBEPXHOCTHBLIX PEeLenTopoB,
y4acTBYOLLUX B TPAHCMOPTUPOBKE NMM3OCOMHbIX hepMeH-

TOB B TKaHW-MWLLEHU, cOEeNano BO3MOXHbIM MPW HEKOTO-
pbix Bugax JIBH npoBegeHne cdhepmeHTO3aMecTUTENBHON
Tepanum (®3T). OcHoBOM naToreHeTU4eckow Tepanuu
6onesHn lMomne sABnsAeTca EpPMEHTO3aMeCTUTENbHOE
neyeHne C MOMOLLbI PEKOMOMHAHTHOM OpMbl 4Yemno-
BeYyecKkon kucnow anbda-rnvkosvaasbl. [peanoxeHHas
O3T ogobpeHa ansa neyeHus Bcex dopm 6onesHu Momne,
T. K. MOMTHOCTbIO M3MEHSIeT MPUPOAHBIN Xon4 GonesHu ny-
Tem anbTepauuu CcTeneHn nporpeccun 3abonesBaHusi U
YNyYLIEeHNS Ka4yecTBa XU3HN NaLmeHTa (COCTOSHUE XN3He-
0edATenbHOCTK, a Takke NporHo3 3abonesaHus). B pabote
np1BeaeHO onucaHne ABYX KMMHUYECKUX CIy4aeB.

Pesynbrarsl uccnegoBanms

B negmnatpuueckom otaeneHuun N6Y3 OKKB (3aBegyto-
LM OTAENEHNEM — 3aMECTUTENb MMaBHOro Bpayva Mo ne-
aunatpuu, k. M. H. C. A. Borikos, B 2011 r. anarHocTnpoBaHo
2 cny4ast 6onesHu MNowmne.

O6a pebeHka poounnck y 300pOBbIX MOMOAbLIX POAM-
Tenewn, B oboux criyyasx matepu SBRASIOTCS IOHbIMW nep-
BOPOASALUMMU, MO3OHSAS NOCTAHOBKA HA YYEeT B XKEHCKOM
KOHCynbTaumn. bepemeHHOCTb nMpoTekana C TOKCUKO30M
1-n, 2-11 nonoBuHbI 6epemeHHOCTU. Poabl B 06oux cny4a-
sIX CpOYHble. HoBOpOXAEHHbIE OLEHEHBI MO Likane Anrap:
Manbynk — 6/8 6annos, geBoyka — 6/7 G6annos. K rpyan
aetn Obinn NPUMNoXeHbl B NepBble Yachl XU3HU, HA rpya-
HOM BCKapMnvBaHuu Haxoaunuck o 1,5 mecsua.

MepBble xanobbl NOABUNNCE B MEPBOM Cry4Yae B BO3-
pacTte 1 mecsu: maTb obpaTuna BHUMaHME Ha crnabocCTb,
BANOCTb, OTKa3 OT efbl.

[Mpu npoBeaeHnn R-rpadumn opraHoB rpyaHON KNEeTKK
BbISIBMEHO BbIPAXEHHOE pacLUMpeHne TeHW CcpepocTe-
HUS, pebeHoK Obln HanpaBneH B LEHTP FPYAHOW XUPYPriu
r. KpacHopapa, roe onarHoctupoBaHa runepTpodumyeckas
Kapavomuonatus. HecMoTps Ha pekoMeHOOBaHHY Tepa-
nuto, cocTosiHue pebeHka yxyaLanock, nporpeccupoBana
MblLleyHasa crnabocTb, OH OTKa3bIBarncs OT efpbl, BCKapMIu-
BaHMe NPOBOAUIOCH Yepes 30HA.

B Bospacte 5 mecsiueB nauueHT Obin rocnuTanuau-
poBaH B neguatpuyeckoe otaeneHue. Npy nocTynneHum
COCTOsIHNE pebeHka ObINo TSXKenbIM 3a CYeT HEBPOMOru-
YeCKOW CMMMTOMATUKN: PE3KOTO CHUXKEHUSI ABUraTernbHOM
aKTUBHOCTU, OUMPEY3HON MbILLIEYHON FMMNOTOHMU, CMOH-
TaHHOrO KIOHyca CTOM, TpeMopa pPyK, ONepKynsipHbIX na-
POKCU3MOB, runopednekcnui. YMepeHHO AMCNNacTUYHbIN
hbeHOTMN — BLITAHYTLIA B NepefHe3agHeEM HanpaBreHun
yeper, HenpaBuIbHOW (HOPMbI YLLIHbIE PAKOBUHbBI. KOXHbIe
NMOKpOBbI CyOUKTEPUYHBI. [py NanbnaumMm KMKPOHOXHbIE
MbILLLIbI MAOTHBIE, OAbILLKA, PACCESIHHbIE KPENUTUPYIOLLE
Xpunbl B NErkux, BblpaxkeHHas Makpornoccus. Co cTopo-
Hbl CepaeYHO-COCyaNCTON CUCTEMbI OTMEYanucb pacluu-
peHue rpaHuL, OTHOCUTENBHOW CepAeYHON Tynoctn B obe
CTOPOHbI — KapauomMeranusl, cepagyHbln «ropb», npurny-
LeHve TOHOB cepaua, 6paanaputmust 80—100 yaapos B
MWH, CUCTONWUYECKUIA LIYyM cnabowi MHTEHCMBHOCTU, Mak-
cvManbHO BbinywmBatowmncs B IV mexpebepbe cneea ot
rpyavHel. MeveHb BbiCTynana us3-nog kpas pebepHown ayru
No CPeAVHHO-KIMIOYUYHON NNHUM Ha 5 CM, Kparh — yMepeH-
HO nnoTHbIn. CeneseHka nanbnmMpoBanacb Ha 4 CM HWxe
pebepHoin ayru.

Y4ynTbiBas CUHOPOM MbILLEYHOW TMNOTOHUKN, Gpaaw-
Kapamo, Makporfoccuio, CyOrMKTEPUYHBIA OTTEHOK KOXHbIX
NMOKPOBOB, MPOBENu OUeHKy TupeougHoro cratyca (TTTl,
T3, T4 B cbiBOpPOTKE KpoBM). HopmarnbHble nokasatenu
YPOBHA TUPEOUAHbIX TOPMOHOB MO3BOMWMAM UCKIHYNUTb
BPOXOEHHBIN rMNOTUPEO3.
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MpoBeneHHoe 6a3ncHoe kapauonormdeckoe obcne-
posaHne (OKI, peHTreHorpadusi rpyaHON KNeTku, uBeT-
Has ponnnep-OXOKI) no3sonuno BbIABUTL Yy pebeHka
PYHKLMOHUPYHOLLIEEe OBarbHOE OKHO C NEBO-NPaBbIM LUYH-
TMPOBaHUEM, a Takke rMNepTpoduio Muokapaa NeBoro
xenynoyka 6e3 ob6CTpykUMM BbIBOOAHOTO OTAena NeBoro
xenygouka. TonwmHa muokapga nesoro xenygodka (TM
3CJTX) coctaBnna 9 mm (Hopma 3—4 mm).

Mokasatenu HempocoHorpacpumn (HCI) gemoHcTpupo-
Banu Hanuune BbipaXeHHOW AunaTauun nepefHux poros
HokoBbIX xenygoykos mosra (D=12 mm, S=10 mm) u 3a-
TbINOYHbIX poroB (D=S=25 mMmM) c BbICTpbIM HapacTaHUEM
pa3mMepoB OKPY>KHOCTU rofoBbl 1 OTpULUATENBHOM ANHAMU-
ko nokasarenen HCrI.

B 06Lem aHanmse KpoBW BbIPAXXEHHbBIX OTKITOHEHUI He
OTMeyYeHo. B Guoxmmmyeckom aHanmae KpoBu Npu OTCyTCT-
BV MPU3HAKOB OCTPOTEKYLLEr0 BOCNaneH1s BbisiBNIEHO Mo-
BbllLEHNe ypoBHS TpaHcamuHas (AT — 101,8 ea/n, ACT —
197,2 en/n), NAC — 1297 en/n, KOK — 554 en/n. YposeHb
rNOKO3bl cocTaBun 5,3 MMonb/n.

Takum obpasom, y pebGeHka Obinn 3anofo3peHbl He-
PBHO-MbILLEYHbIe 3aboneBaHus (BPOXOEHHbIE MUTOXOH-
OpvanbHble MUOMaTUM UMM BPOXAEHHbIE  MblLLIEYHbIE
anctpodun). Ona nposeneHuns auddepeHumansHOro am-
arHo3a aHanm3 Cyxux nATeH KpoBu Obin HanpaeneH B Mam-
Oypr. Mony4yeHHbI pedynbTat: alpha-glucosidase at pH
3,8 — 0,95-1,5-10 nmol/spot*21h, alpha-glucosidase at pH
7,0 — 12,19-1,8-17,1 nmol/spot*21h, alpha-glucosidase
with inhibition 0,20-0,9-7,2 nmol/spot*21h — nogTeepaun
anarHo3s BIl.

BTopon pebeHok noctynun B IKKB B Bo3pacTte 3 mecs-
LeB Takke no HanpaeneHuto 13 LIFX, rae 6bin BoicTaBnex
OMarHo3 — ocTpbli kKapauTt. KnuHudeckas kapTuHa coBna-
hana c nepsBbiM criydaem. [1Baxabl npoBegeHHoe obcerne-
[oBaHMe cyxux nsTeH kposw B [ambypre no3sonuno no-
cTaBuUTb gmarHos brll.

O6cyxpaeHue
Takum 0b6pa3om, B cTaTbe BrepBble NpeacTaBneHbl K-
HUYecKne cryvam NPUXKN3HEHHOW AnarHocTvkn 6onesnn MNo-
Mne y AeTen nepBoro roga xum3Hn B KpacHogapckom Kpae.
KnuHnyeckas kapTuHa 3aboneBaHusi xapakTepuso-
Banacb TSXEeNblM TeYEeHWEeM, C BbIPaXEHHON HEeBPOMo-

TMYECKOW CUMMTOMATMKOM: CHWKEHUEM [OBuUraTenbHOn
aKTMBHOCTM, AU dY3HON MbILLEYHOW TMNOTOHUEN, CMOH-
TaHHbIM KITOHYCOM CTOIM, TPEMOPOM PYK, ONEPKYNSPHbIMU
napokcmamamu, runopedrnekcmei. Y 6ornbHbIX oTMeYeHa
AnddysHaa mbieyHasa runotoHus. MNMopaxeHne cepaed-
HO-COCYAMCTON CUCTEMbI XapakTepu3oBanochb Kapauome-
ranvewn, npurnylweHnem TOHOB cepiua, bpagnaputMuen.
Co CTOpOHbI AbIXaTenbHOW CUCTEMbI — OAbILLIKA, B MErkmx
npu ayckynbTauuu BbICNYLUIMBANNCL pacCesiHHbIe Kpenu-
TUPYIOLLME XPUIbI.

B0O3MOXHOCTb COBPEMEHHOrO MaroMHBa3nBHOIO Me-
Tooa OMOXMMMYECKOro aHanmMsa — MOBbIWEHNS B CyXUX
NSATHaxX KpPOBW O-TMIOKO3MAA3bl — MO3BOMMINa MPOBECTU
anddepeHumnanbHy0 OUarHOCTUKY C BPOXOEHHON He-
PBHO-MbILLEYHOM NaToNorMen n noaTeepanTs agnarHos bl
y GOnbHbIX.

B o6oux cniyyasx getu normbnu oT nporpeccupytoLlen
CepaeyHOo-NEero4yHoN HeJOCTaTOMHOCTU, HE YCMEB HavaTb
neyenunsi. OgHako nosirieHve copemMeHHoro ®3J1 ¢ no-
MOLLbIO PEKOMONHaHTHON (hOPMbI YErOBEYECKON KUCION
anbga-rnMko3naasbl 4aeT BO3MOXHOCTb MOBMUSATL Ha
CTeneHb nporpeccupoBaHns 3aboneBaHuns, yHKUMIO Oc-
HOBHbIX MOPaXeHHbIX OpPraHoB, a Takke MporHo3 3aborne-
BaHus.
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YNbTPA3BYKOBAS AUATHOCTUKA TPOMBO30OB
APTEPUAJIbHBIX U BEHO3HbIX COCYAI0B Y HOBOPOXXAEHHBIX AETEW

Omdenenue yaompaszeykoeoui ouaecnocmuxu I'bY3 «llemckasn kpaesas kaunuueckas 6oavruya» M3 KK,
Poccus, 350007, e. Kpacnodap, na. Ilobeowt, 1,
men. 8 (861) 267-20-90. E-mail: evgeniy-ulcer@yandex.ru

B naHHom pa60Te npenctaslieHbl pe3ynbTaTbl UCCNegoBaHNA 8 HOBOPOXOEHHbIX aetew ¢ TpOM603aMM apTepuanbHbIX 1 BEHO3-
HbIX COCYy[oOB. [wnarHos ObIn NOCTaBneH Mo KMUHUYECKUM U YNbTPa3BYKOBbIM OAaHHbIM. B cratbe onucbiBaloTCA ONnbIT npuMeHeHna
YyNbTPa3ByKOBOro Metogda uccrieaosaHua anda AnarHoCTUKM OCTPbIX TpOM603OB apTepM|7| N BEH Y HOBOPOXAEHHbIX neTen, oueHka
noKkanusauuu, pacnpoCcTpaHeHHOCTU n reMoMHaMMNYEeCKOM 3HaYMMOCTH TpOMGOSOB, a Takxe SCbeeKTVIBHOCTb neyeHus.

Kroueeble criosa: Tpomb03, cocybl, axorpadus.



