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B paGoTe npoBefeHO M3yYeHMEe STUONOMMUYECKOW CTPYKTYpbl 3aTshKHBIX XKENTyX y AeTei paHHero Bo3pacra. lNokasaHa TecHast
CBSA3b MeXay TEYEHWEM MNepuHaTanbHOro nepmoaa, 0Co6eHHOCTSIMM HeOHATaNbHOTO Nepuoaa v NocreayoWwmMM pasBuTMeM 3aTsk-
HbIX XXENTyX Y AaHHOr0 KOHTUHIeHTa nauneHToB. Mpy NCMOMb30BaHNN COBPEMEHHbBIX METOLO0B N1abopaTopHOI ANarHOCTHKM YCTaHOB-
NeHa 3TUOMOTUS 3aTSHKHBIX KOHbIOrALMOHHbIX XKEeNTYX, Toraa kak y 11% HanpaBneHHbIX NauueHToB 3TMoriornyeckast ocHoBa 3abone-
BaHWs He Obina ycTaHoBIeHa.

Knrouesbie criosa: KOHbIOrauMoHHas XenTyxa, aTuonorua, et paHHero so3pacTa.
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The paper studied the etiological structure protracted jaundice in infants. The close connection between the flow of the perinatal
period, especially in the neonatal period and subsequent development of prolonged jaundice in this group of patients. With the use
of modern methods of laboratory diagnosis is the etiology of protracted conjugation jaundice, while 11% of referrals etiological basis

of the disease has not been established.
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BeepeHnue

KnuHnuyeckoe HabnogeHve 3a nauyneHTamu HeoHa-
TanbHOro nepvoaa u nepBbiX MECSALEB XU3HU TpebyeT oT
Bpayen-neguaTpoB AUHaMU4eckoro, AnddepeHupoBaH-
HOro noaxoda B NPEANONOXUTESNbHbIX MOUCKaX MNPUYMH
3aTsPKHbIX XKenTyX. VX pasBuTue CBsI3bIBAOT C HECKOIb-
KAMW aHaToMO-(p13NoNorM4eckuMmm OCOBEHHOCTSIMU: MOo-
BbILLIEHHbIM COAEepXaHneM MeTabonuTtoB nporecTepo-
Ha (5B-nperHaH-3a, 20B-avorna), BbICOKOM aKTUBHOCTLIO
nMNONpOTEMHNUMAa3bl B MOMIO3NBE U TPYAHOM MOJIOKE U
ycuneHHon peabcopbumen ceobogHoro GunnpybrHa B Ku-
weyHuke [1, 2, 3]. 3ameaneHHoe «co3peBaHney hepmeH-
Ta ypuamHandocdaTriokypoHunTpaHcdepassl (YOI T) y
HEOOHOLLEHHbIX N He3penbiX HOBOPOXAEHHbIX (B TOM 4K-
cne npuv BPOXOEHHOM TMNOTUPEO3€E U NPU CaxapHOM Au-
abeTe y matepu) u HacneacTBEHHO OOYCrOBMEHHbIE Ae-
dekTbl cuHTe3a depmeHTa YOI'T (cuHgpombl XKnnbbepa
n Kpurnepa-Hamspa tunos 1, 2) npuBogaT K yBenuyeHuo
NPOAOSPKUTENBHOCTN LaHHOIo COCTOsHMSA [4].

3HaunTenbHoe  pacnpocTpaHeHne  MHMEKLNOHHBIX
3aboneBaHnii BO BpeMsi GEpeMEHHOCTM, OrpaHuYeHne B
BbIOOpe MeTofa NneveHnst, BNUsiHNE Ha nropg, Hebnaronpum-
SITHOE TeYeHne HeoHaTanbHOro nepuoaa obycnasnmBaroT
MOUCK NPUYMH 3aTSXKHOTO TEYEHMUST KOHbIOraLMOHHBIX JKen-
Tyx [5].

OTCyTCTBUE HYETKMX pErnaMeHTUPOBaHHbIX NPOTOKOMNOB
no TakTUKe Tepanuu n aucnaHcepusaumum aeTen ¢ AaHHON
naTonornen He TONbKO OCMOXHSAETCH BO3PaCTHLIMU OCO-
OeHHOCTSIMM, HO 1 0bycnaBnuBaeT He06XoaUMOCTb NOCTO-
SIHHOTO KOHTPOIIS!, MOMCKOB 3TUOMOMMYECKNX (DaKTOPOB.

Lienb — n3y4nTb 3TMOMOrMYECKyt0 CTPYKTYPY 3aTSXKHbIX
XenTyx y AeTei paHHero Bo3pacTa.

Marepuunbl U MeToAbl UccnefoBaHud

3a nepuog pabotbl 2009-2011 rr. B KNMUHWKO-AMArHo-
ctnyeckom otaenenun NBY3 «CneumannsmnpoBaHHas Knu-
HMYyeckas getckast MHeKUMoHHasa bonbHuuay r. KpacHo-
aapa 6blrio ocMoTpeHo 578 peTen paHHero Bo3pacTta 13
r. KpacHogapa v panoHoB KpacHogapckoro kpasi.

MauneHTbl HanpaBnsanNUCb Ans OCMOTpa, YCTaHOBMe-
HUS OmarHosa, nabopaTopHoro obcnefoBaHUs, KOPPEK-
uun nedvenus. Mpu 3TOM Bo3pacT Habnogaembix AeTen
cocTaBnsan 42+6,0 cyTok oT poxaeHusa. Ha momeHT obpa-
LeHus Hanbonee 4yacTbiM HaMpaBUTENbHLIM AMArHO30M
Obina KOHbIOraUMOHHAsA XenTyxa, B TO e BpeMsi 3Hauu-
TenbHasi AONs B CTPYKType NPUHAANEXUT AUCHYHKUMAM
GununapHoro TpakTta, HeoHaTanbHbIM XxenTyxam (tabn. 1).

Yucno naumeHToB Myxckoro nona (62,7%) npeobnaaa-
€T, Npu aTom o6paLlaeT Ha cebs BHMMaHue, 4To nogobHoe
COOTHOLLEHME NPOCINEXNBAETCHA BO BCEX HO30JI0MMYECKMX
dopmax.

Bce obcnepoBaHHble feTy 6bInv OHOLEHHbIMK OT 1—
3- ogHoONNoAHOM GepeMeHHOCTU, POXAEHHble OT Mare-
pel, He nMetLLnX hakTOpOB pucka No pa3BUTUIO FEMOU-
TH4ecKkon 60ne3HN HOBOPOXAEHHbIX. TeYeHne HacTosLLEN
6epeMeHHOCTY BbINo OTAroLLEHO: Yyrpo3ammn NpepbIBaHNS —
y 126 xeHwuH (21,9%), recto3amu BTOPOI NOMoOBUHbI Be-
peMeHHocTn — y 59 xeHwmH (10,3%). OcTpble pecnupa-
TOPHbIE UHGEKUMM B TeYEHNE OaHHON 6epeMeHHOCTH ne-
peHecnn 86 xeHWuH (14,8%). O6oCcTpeHne XpPOHUYECKMX



Tabauya 1

CTpyKTypa HanpaBuUTeSibHbIX AUMAarHO30B Yy AeTEeN C 3aTAXXHOM XeNTyXoun

HeoHaTanbHas xxentyxa 19,7%
3aTsKHOE TeYeHNe HeoHaTarbHOM XenNTyXu 18,1%
KoHbloraumoHHas xentyxa 32,5%
CuHgpom xonecrtasa 2,1%
OucdyHkumus GunnapHoro TpakTa 27,6%

3aboneBaHNii  (XPOHUYECKUIA  TOH3WUMMUT, XPOHUYECKUIA
nvenoHedput) otmevanocs y 115 (19,9%) naumeHTOK.
Mprem npenapaToB, ynydllatoLmMx OTTOK Xenyu BO Bpe-
Msi 6epemeHHocTH, notpebosancs 32 xeHwwmHam (5,5%)
B CBSA3M C NEepvoaNYECKMMU NMOLBEMaMU YPOBHS obLLero
GunupybuHa B Guoxmmmnyeckom obcnegoBaHunm.

Poabl nyTem onepauun kecapeBa CeYeHUst 3aKOHYU-
nnce y 291 xeHwmHbl (50,3%), dakT poaocTumynaummn
3admkenpoBaH B 81 (14,1%) cny4ae, 4TO MOrno cny-
XWUTb NPeanocbINkKon Ans pasBuTus runepbunupybuHe-
MWW Yy AeTen.

lMocne poooB AeTU HaxoAWMMMCb HA COBMECTHOM npe-
OblBaHUM C MaTepsiMu B nanaTtax W nornyyanu rpygHoe
BCKapMIvBaHue.

13 aHaMHEeCTMYeCKNX AaHHbIX CTano M3BECTHO, YTO B
HeoHaTanbHOM nepuoge y Bcex obcnenyembix Habnoaa-
JINCb UKTEPUYHOCTb KOXW U BUOUMBIX CIM3NCTbIX 060510-
Yyek, YTO MOATBEPXKAanochb BbICOKMM ypoBHEM obLero 6u-
nupybuHa — ot 246 go 297 MKMonb/n — B GOXUMUYeCKom
nuccrnenoBaHun. Ha atane AeTCKOM NOMUKIMHUKN BCEM Na-
LMeHTaM OblNIo OTMEHEHO rpyaHOE BCKapMIvMBaHME Ha ne-
puog oT 3 4o 7 AHeln ANs UCKIYeHUs BO3MOXHOMO pasBu-
TS paKTOPOB NPUrHAHOBOW XENTYXW. Takke B KOMMMEKC
OCHOBHOW Tepanuu BXOOWNM 3HTepocopOeHTbl (CMekTa,
nonvcop0) B TeyeHue 5-12 gHen.

Bce obcnemyemble nmaumMeHTbl NPOXOAUNW CTaHAap-
THoe obcnefoBaHuWe, BKoYaBLlee obLLMI aHanum3 KpoBsu,
HGuoxmmmyeckmin aHanus kposu (AT, ACT, o6Lumin 6unumpy-
6uH, Npsmor GunupybuH, obwmin 6enok, wenoyHas doc-
daTasa), onpeneneHne OCHOBHbIX MapKepoB renaTtuToB
n repnecsupycos (MPA HCV, HBs Ag, MDA CMV, NDA
HSV 1, 2-ro TunoB), npoBognnu c onpegenenvem OHK c
MCNONb30BaHNEM  PErUCTPUPYHLLMX  aMnnndurkaTopos
«Rotor-Gene 3000/6000» («Corbett Research», AscTpa-

nus). YnbTpasByKOBOE UCCIELOBaHWE OpraHoB GpoLLHON
nosiocTy nposoaunu Ha annapate «SSI-1000».

Pe3ynbrarbl uccnepoBaHms

3a yKkasaHHbI Nepros NnepBrYHble 0bpalLeHns CocTaBu-
nmn 35,5%, octaBLumMecs HOCWUM NOBTOPHBIV xapakTep. Mpu
nepBUYHOM OBpaLLeHUM KONMYECTBO AEeTEN, HanpPaBneHHbIX
Ha rocnuTanunsaumio, coctasuno 36 (6,2%), a 6onbLIMHCTBO
naumneHToB NpyHUManucb ambynatopHo — 542 (93,8%).

Ha MOMeHT ocMOTpa OCHOBHbIM [UArHO30M SIBNSI-
nacb KOHbHraumoHHas XenTyxa, KoTopas cocTaBuna
nonosuHy (51,4%) Bcex obpawieHnii. MNpu guarHocTuke
nepuHaTanbHoro HBV- n HCV-koHTakTa o6paljaeMocTb
nvena mecto y 26 (4,5%) n 91 (15,7%) naumeHTta cooT-
BETCTBEHHO, YTO AOIMKHO HacTopaxusBaTb Bpaven-nean-
aTpoOB B NEPCMNEKTUBE YBENUYEHWUS JAHHOW NaTonorun y
[eTel paHHero BospacTa.

BnusHune repnetudeckux MHEKUUA (LMTOMEranosu-
pycHas nHdekumnsa (LMBW), Bupyc SnwrtanH-bapp nHgek-
unn [BOB]) Ha 3aTskHOE TeyeHue XenTyx y AeTen paH-
Hero siBNsieTCs NPUYMHON pa3BMTUS BunmapHowm aTpesuu.
B yactHocTtu, LIMBW oGnagaeT TPOMHOCTbIO K aNUTENUto
BHYTPWNEYEHOYHbIX >XEMYHbIX MPOTOKOB, YTO MNOATBEPXKAA-
eTcs Hanuumem OGonbLIOro 4YuMcrna nauueHToB C LaHHON
HO30J10rM4YeCKON eanHULIEN B CTPYKType 3aboneBaemocTu
3aTsPKHBIX XXENTyX Y AeTel paHHero Bo3pacTa. Bucuepanb-
Has dopma LIMBU nmena mecto y 47 (8,1%) Habnogae-
MbIX NaLMEHTOB, YTO NOATBEPXKAANOCH YBENUYEHMEM ana-
HMHaMuHoTpaHcdepasbl B 2 1 6onee pa3s Bbille YPOBHS
B OMoOXMMmnyeckoMm nccnegopaHun. [lnarHos «renatuT He-
YTOYHEHHOW 3TUOMOMMMY» BLICTABMANCS NaunMeHTam ¢ us-
MEHEHNAMU B BMOXMMUYECKOM MCCNEAOBaHUM U OTCYTCT-
BMEM MOATBEPXAEHMSA Npu NpoBedeHun obcnegoBaHns Ha
Mapkepbl MH(PEKLMOHHbIX 3aboneBaHui (Tabn. 2).

Tabauuya 2

PacnpepeneHune naumMeHToOB Mo HO30J10rMYeCKUM chopmam
M ANUTEeNnbLHOCTU HabnraeHUn

MepeyeHb KonunyecTtBO OnutenbHoCTb HabNAeHUN

OCHOBHbIX AUAarHO30B OCMOTPEHHbIX NaLUeHTOB (aHK)
KoHbloraumoHHas xentyxa 297 7416,0
[enaTUT HEYyTOYHEHHOWN 3TUONOrMK 54 215+28,2
LIMBW, naTeHTHOE TeyeHne 32 274+21,3
LIMBW, BucuepansHasa copma (renatuT) 47 3124541
B3bB-nHdpekuus 31 211+26,2
MepuHaTanbHbIn KoHTakT ¢ HCV,

91 4061534

AT HCV
[NepuHaTanbHbIN KOHTakT ¢ HBV 26 312458,0

UMNOHUTIMTOIN YIGHhABH UMNOHEQAY
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O6cyxaeHume

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



