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OIBY «MBaHOBCKMI HayYHO-MUCCNIeOBaTeNbCKMIA UHCTUTYT MaTEPUHCTBA U AeTcTBa mmeHu B.H. Topogkosa»
MwuH3gpasa Poccuu, 153045, Poccus, r. IBaHoBO, yn. Mo6eapl, A. 20

PE3IOME NukoreHoBble 6051e3HMN - 06Las rpynna HacieCTBeHHbIX HapyLUeHWiA yrieBogHoOro o6meHa,
CBA3aHHbIX C FeHeTNYEeCKN AeTepMUHUPOBaHHbIMU AedeKTamn pepMeHTOB, yYacTBYIOLWNX B CUHTE3e
nnmn pacnaje MnKoreHa, YTo NPUBOAUT K €ro NaToNorn4yeckomy HakonieHuo in BbipaxkeHHomy aedu-
LUTY B OpraHax-MulLeHAX, Npexae BCcero B cepAue, neyeHu n MmbillLax.

MpeacTtaBneH KNMHUYECKUIA Cy4yall FIMKOreHo3a € paHHell maHudecTaymein B neprnoge HOBOPOXKAEH-
HOCTU, NOKa3aH C10XKHbI ANArHOCTUYECKUI NONCK NaTonoruv Ha ¢poHe HecneynPUUHOCTI 06X KNKN-
HUYECKNX CUMMTOMOB 1 COMYTCTBYIOLE TAXeJIO reHepann3oBaHHOW BHYTPUYTPOGHOI MHeKuun,
3HaUNTENbHO YCYry6naiowen TAXecTb COCTOAHNA pe6eHKa. BBegeHne HeOHaTalbHOroO CKPVHUHIA Ha
pasnuyHble GOpPMbI FMNKOreHO30B MOXKET CNoCo6CcTBOBaTb CBOEBPEMEHHOI ANAarHOCTUKE U Havany paH-
Hero Jle4eHusA, B TOM Yncjie 3amecTuTe/ibHon ¢epmMeHTHOI Tepanum Npyu He06Xo4MMOCTI, ANA [JOCTUKE-
HUA NYYLINX pe3ynbTaToB.

KnioueBble cnoBa: rnmkoreHos, KNINHNYeCKNi cnyyvail, HOBOPOXAEHHbIIA.

GLYCOGEN STORAGE DISEASE IN NEONATOLOGICAL PRACTICE. A CLINICAL CASE
M. A. Ananyeva, N. A. Shilova, N. V. Kharlamova, E. V. Protsenko

ABSTRACT Glycogen storage diseases are a general group of hereditary disorders of carbohydrate me-
tabolism associated with genetically determined defects in enzymes involved in glycogen synthesis or
breakdown, leading to its pathological accumulation or severe deficiency in target organs, primarily the
heart, liver, and muscles.

A clinical case of glycogen storage disease with early manifestation in the neonatal period is presented,
demonstrating the complex diagnostic search for the pathology against the background of non-specific
general clinical symptoms and a concomitant severe generalized intrauterine infection, which signifi-
cantly exacerbates the child’s condition. The introduction of neonatal screening for various forms of gly-
cogen storage diseases may contribute to timely diagnosis and the initiation of early therapy, including
enzyme replacement therapy if necessary, to achieve better outcomes.

Keywords: glycogen storage disease, clinical case, newborn.
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lMukoreHoBble 6one3nm (Ib) — obwas rpynna Ha-
CN1eACTBEHHbIX HapYLUEHWI YrIeBOAHOrO 0bMeHa,
CBAI3aHHbIX C FreHeTUYEeCKN AeTEPMUHNPOBaHHbIMM
nedpektamn GepMeHTOB, YYaCTBYIOLINX B CUHTE3e
VNW pacrage riankoreHa, Yto NprBOAKUT K ero naTo-
NOTrMYeCKOMY HaKOMJIEHMIO B Pa3/IMYHbIX OpraHax u
TKaHAX, Npexae BCEro B cepaue, NeyeHn 1 Mbluax
[1, 2, 5, 7]. TnnkoreH aBnsaeTcA BaXKHbIM noJsincaxa-
pVaOM, HaKananBaoLWMMCA B OpraHnU3me MHOMMX
YKUBOTHbIX 1 YenoBeKka. OH NrpaeT K/YeBYHO pPorsib
B XpPaHEHMM W MOoCTaBKe 3Heprun, obecneunBas
ObICTPYIO OOCTYMHOCTb MIOKO3bl AnA KneTok. [nu-
KOreH CUHTE3UPYETCA U UCMOSb3YeTCA B NEYEHN U
MbILILAX, A€ BNOCNeACTBUN JAENOHUPYETCA B BUAE
rpaHyn. lNpu HepocTaTke 3Heprun akTUBMpPYeTCA
TMIVIKOreHonm3 ¢ obpa3oBaHUEM [JIOKO3bl, yCBau-
BaeMoOW KNeTKaMy AN1A BbIMNOSIHEHMA pPa3fINYHbIX
byHKUMN. KpoMe TOro rMmKoreH TakKe BbIMOSHAET
BaXKHYIO GYHKLMIO B perynauum ypoBHs M0KO3bl B
KpOBW, Urpas posb eé pe3epBHOro NCTo4YHuKal9l.

CyulecTByeT OrpomMHOe KonuuyectBo ¢$epmeHTOB,
yuyacTBylOWMX B pacnage M CUHTe3e rfMKOreHa.
Heobxoanmo OTMeTWTb, YTO Y OAHOro MnaumeHTa
BO3MOKHO COYEeTaHMe HECKONbKUX pepMEeHTHbIX
nedeKToB, 1 B TaKMX CJlyYasax NPUHATO FOBOPUTb O
HengeHTUUMpoBaHHbIX TMNax I'b [2, 5]. B HacTos-
Liee Bpems OnpaBAaHHbIM CUMTaeTCA NnaToreHeTu-
yeckoe geneHue ['b Ha NeYeHOUHbIe, MblLLEYHble 1
cmeLaHHble popmbl. K neueHoUHbIM dopmam 6yayT
OTHOCUTbCA MPENMYyLLeCTBEHHO rAnKoreHosbl VI,
VI, IX (a, b, ¢, d) Tnos. MeuyeHb aBnAeTca Tem op-
raHoMm, B KOTOPOM B MepBY0 ouepeb NPONCXoamnT
HaKoMnMeHne U3NULLHEro rnKoreHa, npueoasLlee
K HapyweHuio ee GyHKUUKU, 4TO ByaeT conposo-
XOaTbCA onpefeneHHbIM KIMHUKO-1abopaTopHbI-
MK cumnTomamu. K mbiweyHol dopme oTHOCATCA
rnukoreHosbl VIl n V Tnnos. Bcnepcteune 6onbLioro
cofepaHua rnnukoreHa 6ynet N3MeHATbCA CTPYK-
Typa U GYHKUMOHANbHAA aKTMBHOCTb MbIEYHOM
TKaHW, a TakXe KM3-3a OTCYTCTBUA HeobXonMMbIX
bepmMeHTOB HapyLIaeTCA SHEProcHabXXeHVe MblLLL,.
Beoywnm KnMHMYeCKUM CUMATOMOM B IaHHOM CHy-
Yae byneT nopaxeHue Mol K cmelwaHHom opme
OTHOCMTCA NULLb 2-1 TN FXKOreHO30B — 6one3Hb
MNMomne, npyn KoTopoi HabnogaeTca reHepanunso-
BaHHOE MOpa)keHVe BCeX OPraHOB-MULLEHEN, YTO
onpefenseTr TAXeCTb TeyeHWa 3aboneBaHusa u
AanbHenwnn nporHos [1, 2, 6].

CywecTtByeT Takke pabouaa knaccudukauma Ib,
KOoTOopas yuuTbiBaeT TUMbl 1 3MOHUMbI 3aboneBa-
HUA, PepMeHTHbIe fiedeKTbl, BarKHENLINE KITMHUKO-

nabopaTopHble XapaKTepUCTUKIN, OCOOEHHOCTH Te-
YyeHMA 1 NPOrHo3a 3Tor naTtonoruu. AnarHocTuka
rMMKOreHO30B OCHOBaHa Ha laHHbIX aHaMHe33, 0Co-
6EeHHOCTAX KNMHUKO-NabopaToOpHbIX NoKasaTenen,
pe3ynbTatax crneunduyecknx AUarHOCTUYECKNX
TeCToB, NO3BONAWMUX onpefennTb aedULMT TOro
U MHOTO GpEepPMEHTA, a TakXKe MONEKYNAPHO-TeHe-
TUYECKOro NccieJoBaHNA C BbiAiBieHNem aedekTta
cooTBeTcTBYIOWEro reHa. Cneynduuyeckoe neve-
Hue b fo HacToAwero BpemMeHn He pa3paboTaHo.
OCHOBHbIM BMAOM MATOreHeTMYeCckon Tepanuu
ABNAETCA PEXMM NUTAHUA U JMeTa, HanpaBlieHHbIe
Ha npegynpexaeHue n 6opbby C rMNornMkemMuern,
MeTabonMyecknm aumao3oMm, KeTo3oM, runepnu-
nuaemMven, Koppekumio HapylweHuii yHKUmo-
HaNIbHOFO COCTOAAHUA renaTtobunnapHoOn CUCTembl
N XenygoyHO-KMLWeYHOro TpakTa [5]. B HekoTopbix
Cyyasax NMpPUYIMEHAETCA XUPYPruyeckoe feyeHve B
BUAE TPaHCMIAHTALMN NeYeHn. Ana HEKOTOpbIX TU-
MoB MMMKOreHo30B pa3paboTaHa cneunduryeckas
bepmeHTO3amecTUTENBHAA Tepanua, YTo NO3BONA-
€T HenocpeaCTBEHHO BNWATb HA KNOYEBOE 3BEHO
naTtoreHesa 3abonesaHus, Npy 3TOM BCe Mccefo-
BaTeNM eAuHbl BO MHEHUN, YTO YEM paHblle Haya-
Ta dH3MMOTEpanus, TeM 6/aronpuATHEE TeUyeHune
60ne3HU 1 NPorHo3. ONncaH KINHUYECKUIA CyYai
rMYKOreHo3a B acnekte ocobGeHHOCTel TeuyeHus
[aHHOrO 3aboneBaHWA B HEOHaTaNbHOM Nepuoge.

KnuHuueckum cnyuam

Manbunk K., oT TpeTbenn 6epeMeHHOCTU, TPeTbUX
poAOB POAWMICA Ha CPOKe rectaumn 37 Hepenb
C nomoublo KecapeBa ceyeHua. HacTtosAwan 6e-
pemMeHHOCTb MpoTekana Ha ¢GOHe npepnexaHua
nnaueHTbl, HEeNPOUMPKYNATOPHOW AUCTOHUN MO
TMNOTOHNYECKOMY TWMY, NIerKOW aHemMuu, B 27 He-
Jenb MaTb MepeHecna OCTpoe pecnupaTtopHoe
3abonesaHue. lMpeabigyLwne et B cembe 340p0-
Bbl. Macca Tena pebeHka npu poxaeHun — 2870 T,
AnvHa - 49 <M, OKPYXHOCTb ronioBbl — 34 M,
OKpyXHOCTb rpyan — 31 cm. OueHka Mo LwkKane
Anrap - 7/8 6annos, no wkane Downes - 2 6anna.
Hannuune He3HauuTenbHbIX AbIXaTeNbHbIX HapyLle-
HUI NpY poxaeHWn ObiNo pacLeHeHo Kak NposB-
NneHne TPaH3UTOPHOrO TaxmMMHO3 Y «PaHHero» fo-
HOLWEHHOro pebeHKa, PoAMBLIEroCcA C MOMOLLbIO
KecapeBa ceueHus. HoBopoxaeHHbI Habnoaanca
B leTCKOM du3nonormnyeckom otaeneHnn. OgHako
B NepBble Yacbl XMN3HN ObINO OTMEYEHO yXyaLleHne
o6lLero coctoAaHUs pebeHKa B CBA3UN C HapacTaHW-
eM TAXKEeCTW AbIXaTeNbHbIX HapyLWeHW, U OH Obin
nepeBefeH B OTAeNeHVe peaHMaLny 1 UHTEHCUB-
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HOW Tepanun HoBopoXxAaeHHbiX (OPUTH), roe Ha-
yaTa TpPaAMUMOHHAA WCKYCCTBEHHaA BEHTUNALUA
nerkux (MBJT). Yepes 2,5 yaca BBngy HeadpdpeKTuB-
HocTu npoeoaumoi NBJ1 pebeHoK 6bin nepeseaeH
Ha BbICOKOYACTOTHYI0 ocumnnaTopHyio VBJ1 (BYO
WBJ). YuntbiBas CHWXeHWe apTepuanbHOro fas-
NeHuns, HapyweHne nepdy3nm TKaHeN, Hanuume
NPW3HAKOB NONIMOPraHHOM HeAOCTAaTOYHOCTH, 6bin
BbICTaBNEH AMarHo3 LWokKa. Pe3ynbTaTbl 3x0Kapano-
rpadumm: cokpatTuTenbHas CMnocobHOCTb cepaua
yOOBNETBOPUTENbHAA, MNPU3HAKN NErovyHom ru-
nepTeH3nn, TOMNWUHA 3aJHel CTEHKM JIeBOrO Xe-
nypgouka - 4,6 mm, B cuctony — 6,2 mm. IameHeHun
Ha axoKapamnorpadun, xapakTepHbIx 4 ramKkore-
HO3a, NpuX poxaeHun He 6bino. K pecnmpaTtopHoi
Tepanuu MNoAKMoYeHa MHranAuusa OKcuaa asoTa,
Ha3HauyeHbl KapAWOTOHMYECKME 1 Ba3omnpeccop-
Hble npenapaTbl B COOTBETCTBUUN C KIMHUYECKNMU
pekomeHZaunAaMM «JMarHOCTMKa 1 nevyeHne Woka
Y HOBOPOXKAEHHbIX AeTen».

MauneHTy 6bin BbIMNOSIHEH BECb KOMMEKC Heobxo-
OVMbIX 11aBOPAaTOPHO-UHCTPYMEHTAsIbHbIX UCChe-
[oBaHWi. B obLiem aHann3e KpoBY B NepBble CYyTKY
KU3HW BbISIBIEHbI MapKepbl CUCTEMHOW BOCManu-
TENbHOW peakuunn (nenkoneHuns, 303MHoGUNnA, Mo-
HOLMTO3 N TNMIOLINTO3) N aHEMUN (KOHLEHTPaLMA
remorno6urHa B nepudepunyeckon Kposu — 144 r/n),
Ha pPeHTreHOorpaMMe OPraHoB TPYAHOWN KIEeTKU —
CHVXKeHMe NPOo3PayYHOCTM NErOYHOM TKaHK, ycune-
HU1e NEroYHOro PUCyHKa B BEPXHUX OTAeNax 3a cyeT
MHPUNBTPALMKM, NOJUYEPKHYTA MeXJorieBasn Lienb
cnpaBa. Ha BTopoWi fieHb X13HU pebeHKy npoBefe-
Ha TenemeamuUHCKaa KoHcynbTauuma ¢ OIbY «Ha-
LMOHaMbHbIN MeagULVHCKUIA MNccnefoBaTenbCKnm
LEHTP aKylepcCTBa, MHEKONOrN U NepUHaTONo-
rMM nMeHn akagemuka B.M. Kynakosa» MuH3gpaga
Poccun. [laHbl pekomeHZauuu no AanbHenwemy
BeieHVI0 NaLueHTa: Koppekuma napameTtpos VBJI,
Tepanus WoKa, KOHTPOIb HelpocoHorpadpum (HCT)
1 3xokapgauorpadum (axokKr).

Ha ¢oHe nposeneHna BYO VBJ1 Ha yeTBepTble CyT-
KM Yy nauMeHTa OTMeYeHa KIMHMKA CMOHTaHHOro
nMHeBMOTOpakca cneBa. [leTckum xupyprom 6bin
BbINOJSIHEH TOPAKOLleHTe3 1 APeHNPOBaHMNe N1eBOM
naeBpanbHOM nonoctu. Ha BoCbMon feHb npu oT-
cyTcTBMM cObpoca Bo3ayxa No fpeHarky nocne npo-
BeleHUA PEHTIEeH-KOHTPONA ApeHak Obin yaaneH.
KnuHunyeckoe coctosHme pebeHKa ocTaBanoch CTa-
6unbHo Taxenbim. MepesegeH ¢ BYO MBI Ha Tpa-
anunoHHyto VIBJ1 B pexxrme PCSIMV.

B OPUTH HeopfHOKpaTHO NPOBOANIIOCH YNbTPa3BYy-
KoBoe mnccnegosaHue (Y3M) BHYTPEHHUX OpraHoB.

Mpwn nepBoM nccnenoBaHm 6bINO BbISIBIEHO ANG-
by3HOe ycnneHre cocyncToro pucyHKa B neyeHu,
OfHaKO B AViHaMMKe Npu NOBTOPHbIX Y3 oTmeye-
HO MOBbILIEHNE 3XOreHHOCTN U HEeOQHOPOAHOCTb
CTPYKTYpPbI MeyeHu, a TakxKe 3adpuKCcMpoBaHa rena-
Tomeranua. Mpwu Y3 opraHoB MoueBblaennTenb-
HOW cucteMbl oTMeueHo Anddy3HOe MoBbllleHMe
9XOreHHOCTU NAPEeHXUMbl 06enx NOoYEK, CHUXEHNE
KPOBOTOKa B NoYeyHbIX apTepuax. Y31 kuweyHon
CTEHKN MOKa3ano CHMXEHME Me3eHTepuanbHoro
KpoBoToKa. Npu Y3/ Tmyca BbiiBNieHa BblpaXKeH-
HadA rmnonnasus.

B OPUTH TakXke BbINOMHANNCH peHTreHorpaduue-
CKMe uccnefoBaHNA OpraHoB rpyaHom Knetku. Ha
NMOBTOPHOM KOHTPONIbHOM CHUMKeE Ha BTOpble CyT-
KW »KU3HW MMena MecTo oTpuuaTenbHaa AnHaMurKa
B BUJE YMEPEHHOrO CHUMKEHMA NPO3pPayvyHOCTL fne-
FOYHOWM TKaHW, 3HAUMTENIbHOrO YCUSIEHNA 3a cyeT
NHPUNBbTPaLN NEFOYHOIO PUCYHKA, MMeloLLLero co-
TOBbIV BMA, KOPHWN HECTPYKTYPHbI. Ha cnegytowimx
MOBTOPHbIX CHUMKaxX OMMcaHa KapTMHa CMOHTaH-
HOro nHeBmoTOpaKkca cnesa. [locne paspelueHus
NMHEBMOTOPAKCa Ha KOHTPOJIbHbIX PEHTreHOBCKMX
CHUMKax Oblla 0OTMeYeHa HeKOTopas NoNOXUTesb-
HaAa AWHaMWKa: nerkue pacnpasneHbl, Npo3pau-
HOCTb JIErOYHOW TKaHV HEPaBHOMEPHO CHIPKEHa 3a
CYeT OCTaTOYHOW MHOUNBTPALUN, NEFOYHbIN PUCY-
HOK HECKONbKO yCWeH, UMeeT COTOBbIN BUf, cpe-
[OCTeHMe He CMeLLEeHO, CUHYCbl CBOOOHbIE, KOPHY
nerkmnx 6onee CTPYKTYpHbI.

Ha 25-e cyTku Xu3Hu pebeHKa Ha peHTreHorpaMmme
BHOBb OTMeY€eHa OTpuLaTenbHasa AUHaMUKa B BUe
HEepPaBHOMEPHOIO CHIVXKEHNA MNPO3PayYyHOCTU Jie-
FOYHOW TKaHW 3a CYET MHOUNBbTPALIMN, 3HAUNTESb-
Horo guddysHoro ycuneHusa n gepopmaumm ne-
FOYHOrO PUCYHKA B BEPXHUX U CPeHUX OTAEeNaXx 3a
cyeT GOpPMUPOBaAHUSA MHTEPCTULMANBHOIO GPrbPO-
3a (ObpoHxoneroyHas AucCniasvsA) U COCYAUCTOro
KOMMOHEHTa, pacluMpeHnsa KopHen nerkux. Ha cne-
AYIOLWNA IeHb Ha PEHTreHOorpamMme OpraHoB rpyf-
HOWM MOJIOCTU UMENU MECTO MPU3HaKM peLramnBa
NMHeBMOTOpPAaKCa C/ieBa: IeBOe Nerkoe Komiabupo-
BaHO MOJIHOCTbIO, CPeOCTEHNE CMELLEHO BMNPaBo,
TeHb cepiua 0OblYHbIX pa3MepoB. B neeon nnes-
panbHOW MONIOCTU MMEETCA 3HauuTesSlbHOe KOonu-
yecTBO BO3ayxa. [locne npoBefeHMA NOBTOPHOrO
TOPAKOLEHTE3a U YCTaHOBKU [1BYX APEHAXKEN PEHT-
reHoNnornyeckue Npr3Haky NHEBMOTOPAKCa Kynu-
poBanucb. Y pebeHKa B 3TOT Neprof OfHOKPATHO
UMENN MeCTO NIErOYHOE U XKeny[oUHO-KMLIEeYHoe
KpPOBOTEUEeHUs, KOTopble OblM MeLVMKAMEHTO3HO
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KynupoBaHbl. BbinonHanacb peHTreHorpadua op-
raHOB OPIOLIHOWN MOJIOCTM — BbISIB/IEHbI MPU3HAKM
SHTEpOKoNUTa.

Mpwn npoeeneHun 3xoKl obpalana Ha ceba BHU-
MaHuMe CcoxpaHalWwanca runeptpodma Mmokapaa
060oux XKenyfoukoB (runeptpoduueckas Kapauo-
MMOMNaTKA), HapacTaHNe TONLNHbI MEXXKeNyLoUYKO-
Bow neperopopaku (M), coxpaHanacb neperpys-
Ka npaBblX OTAENOB CepAua, OTKpbIToe OBafbHOe
OKHO 3 MM. lpun 3ToM coKpaTuTenbHasa GpyHKUUA
cepgua 6bina Bcerga B Hopme.

Mpwn BbinonHeHun HCI B AnHamMuyKe yCTaHOBNEHO
3HAUUTENbHOE MOBbILEHNE IXOMeHHOCTU B Mepu-
BEHTPMKynsipHOI obnactn. C 06enx cTopoH Habio-
[anvCb 3XO-MPWU3HaKM AWnaTauumn 3aTblTIOYHOrO
pora v Tena 60KOBOro »enyaoukKa.

B QuHamuke HeoHaTanbHOro nepvoga B o6Lem
aHanuse KpoBYM COXpaHsAnacb aHeEMUA C Nocnenyto-
MM HapacTaHUEM [0 TAXKENION CTeNeHu, B pe3yrb-
TaTe Yero NpoBOAUIOCh NepennuBaHme SpUTPOLNT-
HOM macchl. Mocne 16 AHENn Xn3HKU nMmena MecTto
BblpaXkeHHas TpombouutoneHus (oo 42 r/n), Ko-
TOopasa notpeboBana ABYXKPATHOro nepenivBaHus
TpomboLurTapHON Macchbl. B 06wwem aHanvse Kposu
B AMHAMVKe OTMeyvanca HeTpodunes, npu 3Tom
obLee KONMMYeCTBO NENKOLUTOB COOTBETCTBOBASO
bur3nonornyeckmm 3HayeHUsM Ans JaHHOTO BO3-
pacTa. B 6uoxrmmnyeckom aHanmse Kposu obpalla-
N0 Ha ce6s BHYMaHVe HEOAHOKPATHOE MOBbILIEeHWE
KOHLEHTPaUMM MOYEBUHbI U KpeaTMHWHA, TuMo-
NnpoTenHemMUs, FUNepounMpybruHemMmns, 3nekTpo-
NNTHblE HapyLUeHWs, OfHAKO TakKue nokasaTenwu,
KaK anaHuHammHoTpaHcdepasza (AJIT), acnapTaTta-
MUHoTpaHcdepasa (ACT) n C-peakTuBHbIN Genok
(CPB), Haxogunucb B npeaenax pedepeHCHbIX 3Ha-
YeHUin, a ypoBeHb MPOKaNIbLUTOHNHA BO BCEX aHa-
nn3ax Oblal 3HAYNUTENbHO NOBbILIEH. B 0bLem aHa-
NM3e MouM oTMeyvanacb npoTeuHypusa go 0,33 r/n,
rematypusa — o 25-30 B nose 3peHuns, CHUXeHne
OTHOCUTENbHOW MIOTHOCTM moun go 1005, ogHo-
KpaTHO onpefenanucb eauHUYHbIe TUANNHOBbIE
uunuHapsl. Ha Koarynorpamme oTmeyanucb U co-
XPaHANNCb C HapacTaHUeM B AUHAMUKe MPU3HaKK
rMnoKoarynauum.

Mwukpoburonornyeckne nocesbl, NPOBOAMMblIE He-
OAHOKpaTHO, OblNn OTpuuaTenbHbIMK. AHanM3bl
KPOBW, MOKPOTbI 1 MOUYM Ha BMPYC MPOCTOro rep-
neca, uuTomeranoBupyc, rpubbol popa Candida,
6aKTepuanbHasa naHenb MeToLOM MOSIMMepPasHoW
uenHon peakuun (MLP), nccnepoBaHme KpoBm me-

TOAOM UMMyHOdepMeHTHOro aHanm3a (MOA) 6o
TaKXKe oTpuLaTENbHBIMNA.

B MMMyHOrpamMme BbISIBEHO BbIPAaXKEHHOE CHUXe-
HVE YPOBHSA T-XeNnepoB 1 IMMYHOPEryNsTOPHOro
MHAEKCA, 3HauMTeNbHOE MOBbILEHVE COflePKaHUS
LMTOTOKCUYECKNX T- TMMOLNTOB.

Ha ¢oHe npoBoaguMmoro neyeHwss B BO3pacTe
16-20 pHeln »U3HU y pebeHKa oTMeuyeHa MoJIoKu-
TeflbHaA AUHAMUKA B COCTOAHUW: MOABJIEHNE pery-
NAPHOro CAMOCTOATENbHOMO AblXxaHWUs Ha doHe VBJ],
CHWXeHMe NapameTpoB BCMOMOraTelbHOWM BEHTUISA-
LMK NIErKnx, pebeHoK Obin 3KCTYOMPOBaH 1 nepee-
JleH Ha camocToATeNnbHoe AbixaHne. OgHako camo-
CTOSITeNbHOE AibIXaHWe 0Ka3anocb HeEaIPHEKTMBHDIM,
n pebeHoK BHOBb Obin1 nepeBeneH Ha VIBJ1. Takke
ob6palllano Ha cebsA BHUMaHWE Hannune BblparkeH-
HOWM MbILLEYHON MMNOTOHNN, HE COOTBETCTBYIOLLEN
reCTauMOHHOMY W MOCTKOHLIENTYaslbHOMY BO3pa-
CTY, KIMHMYECKOMY COCTOAHMIO pebeHKa. B 3To e
BpeMs BriepBble OTMeYanocb 3HauuTeslbHOe Mo-
BbileHme akTnuBHocTy AJTT (mo 369,4U/1) n ACT (mo
558U/1), guarHoctupoBaHa renatomeranua. Cove-
TaHne HeahEKTMBHOIO CAaMOCTOSATENbHOIO AblXa-
HWSA, BbIPa>K€HHONM MbILEYHOWN FMMOTOHUN, rTMnep-
Tpodum MMokappa, renaTtomeranuvu, MoBbllLEHWE
AKTUBHOCTU PpepPMEHTOB NMeyeHn NO3BONUAN Npea-
MosIoXKUTb Hanmume opdaHHoro 3aboneBaHus.
bbin npoBefeH BpayebHbIN KOHCUANYM B COCTaBe
Kapauonora v nynbmoHornora. lNpeasaputenbHbIn
AnarHos: «[MuKoreHos (npeanonoXxntenbHo 60-
nesHb [lomne)», peKoMeHOOBaHO WCCNeaoBaHMe
aKTUBHOCTU depMeHTa Kucnon anbda-rnokosnaa-
3bl, ONpefeneHne ypoBHel KpeaTUHPOCPOoKIMHa3bI,
nakTatoernaporeHasbl, TPOMOHUHA, MUOIIO0MHa,
noka3atenen AJIT n ACT B guHaMuKe.

B Bo3pacTte 30 gHeln Xn3HM BHOBb OTMEYEHO pes-
Koe yxyALleHmne cocToaHnA pebeHka no gbixatenb-
HOM W CepAeyvyHO-coCyaUCTON HedoCTaTOUYHOCTH,
npoBefdeHHble peaHMMaUMOHHbIE MepOonpuATUA
addeKkTa He ganu, 3apernucTpupoBaH NeTanbHbIN
nexog.

Mpun naTonoroaHaTOMMYeCKOM UCCNeA0BaHNM Bbl-
ABNeHbl Mopdonornyeckre NPU3HaKky CMeLlaHHoN,
BMPYCHO-6aKTepranbHOW, reHepann3oBaHHOW WH-
dekunn, He NoATBEPXKAEHHON MpY MUKpPobrono-
r’MYyeckom WUCCNefoBaHWW, B Bude ABYCTOPOHHEN
WNHTEPCTULNANBHOA MHEBMOHWM B COYeTaHUM C
NOSINCErMEHTApPHOM MapeHXMMATO3HOW CepPO3HON
NMHeBMOHUEN, fJecKBaMaTUBHOro 6poHxuta, 6poH-
XMONNUTA, SHTepoKonuTa. Takxke AMarHOCTUPOBaHbI
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npuobpeTeHHas aTpodua TUMyca, CybTOTanbHble
KPOBOM3NMAHUA B PECNUPATOPHYI MapeHXuMy
NErKux, CN3NCTYI0 000MI0UKY KenyaKa, Cy63HAo- 1
WHTpaKapAanasnbHble reMopparuu.

Mpun unccnepoBaHuy ceppua obHapyeHa Bblpa-
KeHHaa runepTpodus Mrokapaa 6e3 aunatayum
nonocTei, NoaTBepXaeHHaAa MopdoMeTpUYeCKn-
MU NapamMmeTpamu: TONLWMHa nepeaHen CTeEHKN npa-
BOro »enygouka — 0,8 cm, 3ajHeln CTeHKN NpaBoro
xenygouka — 0,8 cM, nepefHen CTEHKN NIeBOTO Xe-
nypgouka — 0,9 cm, 3afiHeln CTEHKUN NEBOTO »Kenyaou-
ka — 1,0 cm, MPKIMT - 1,0 cm.

JlabopaTopHbIi CENEKTUBHDBIA CKPUHUHT KPOBU He
MoKasas CHUKeHMA akKTMBHOCTU dpepmeHTa anbda-
rA0KO31Aa3bl, KOTOPOE NIEXUT B OCHOBE MaToreHe-
3a 6one3Hn MNomne. Hanpotus, akTUBHOCTb ¢ep-
MeHTa Oblna NoBblLeHa.

Takum 06pa3om, YHMKanbHOCTb MpPeacTaBieHHO-
ro KAWHNYeCKOro cfyyas COCTOUT B CBepXpaH-
Hem fAebloTe NPK3HAKOB MMKOreHosa (mpeano-
NOXNUTENIbHO 6one3Hun omne), B TO Bpemsi Kak B
cpefHeMm BpeMs NoABMEeHNA NepBbIX CUMMNTOMOB —
2-3 mecAua, UTo CBUAELTENbCTBYET O TAXKESIOM Teye-
HWK 3aboneBaHuA.

Heo6XoanMOo OTMETUTb, UTO OTCYTCTBUE CHUXKEHUS
aKTMBHOCTY anbda-rnioKo3naasbl He yKasbiBaeT Ha
oTcyTcTBUe 6one3Hu MNomne B JaHHOM ciyyvae, no-
CKOMbKY MpU NCCNeAoBaHMN KPOBM onpeaensanach
aKTMBHOCTb He TONbKO anbda-rnioko3maasbl, HO 1
APYrux NATY GpepMEHTOB, XapaKTepHbIX ANA pas-
JINYHBIX FIIMKOreHO30B, N3 HUX Y TPEX aKTUBHOCTb
TakXe Oblna MoBbllleHa. B cBA3M ¢ 3TuM y cneuw-

anncToB NabopaTopun BO3HUKIIO NPeAnoNioXeHye,
UTO MMEeNo MEeCTO HapylleHUe MpPaBua TpaHCNop-
TUPOBKMN 1 XPaHEHUs1 MaTepuana, KOTopoe MOrso
MOBNVATb Ha pe3ynbTaTbl MccnefoBaHus. bbino
peKOMEH0BAHO MOBTOPUTbL 3a60p KPOBW AN Mo-
Crepytolero aHasorMyHoOro WCCeAOBaHWsA, UToO
HEBO3MOXHO ObIfIo cAenatb B CBA3W CO CMEPTbio
nayuneHTa.

OtcyTcTBMe NabopaTopHO NOATBEPXKAEHHOIO CHU-
XKeHUs aKTMBHOCTM pepMeHTa anbda-rnokosmnaa-
3bl 3aCTaBWO Hac npoBecTy AnddepeHLmanbHbIN
ANarHo3 ¢ ApYrumm ramKkoreHo3amum.

BblpaxkeHHasa runeptpodusa mMuokappa *Kenynou-
kKoB 1 MKIT npu OTCyTCTBUM BPOXAEHHOIO MOPOKA
cepiua y pebeHKa Bbi3Basia He0OXOAUMOCTb NPOo-
BefieHnA anddepeHunanbHOM 4MarHoCTUKN Mexay
nanonaTMyeckon runeptTpodryeckon kKapauona-
TUeN, Te3aypnCcMo3aMn, a UMEHHO, TIIMKOreHO30M
Il Tvna (6one3Hb [omne), COMPOBOXAALINMCA
pe3KMM pacliMpeHneM rpaHnL cepaua, U Hacnea-
CTBEHHOW X-CUernjeHHon naTonornen obmeHa
(6onesHb [daHoHa) [4, 12]. Mpwn nomowm 0630pHO-
ro rUCTONIOrMYeCcKoro WCCneaoBaHUA BblABEHDI
runepTpodua 1 Bakyonmsauusa KapauommuoLmToB
pa3HblX OTAENOB cepaua M renaTounMToB MevYeHu
(puc. 1a, 6).

MopoO6Hble M3MeHeHNA B COYeTaHUM C OTCYTCTBU-
eM KaK KapAnocKiepo3a 1 XaoTMYHOro XoAa Mbl-
LIEYHbIX BOJIOKOH, XapaKTepHbIX ANA uguonaTtu-
yeckol KapamomuonaTtun [8], Tak 1 GpUOBPO3HbIX
N3MEHEeHU B MUOKapAe 1 NnornepeyHo-nonocaTomn
MycKynaType, Kak npu 6one3xu [laHoHa [4, 10-12],

Puc. 1. TunepTpodua 1 BakyonbHas AUCTPodUs KapamomMmnoumnTos (a) 1 renatouutos (6). OKpacka reMaTOKCUIIVIHOM
1 3031HOM. CM X 400
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no3sonunn onpenenTbCA B OTHOWEHUN ONArHO-
CTUKW 6ONe3HW HaKoMeHus.

MoaTBeprkaeHWe Hawero nNpeanonoXeHusa Obino
nony4yeHo nocne nposegeHua LUNK-peakunn (PAS-
peakuwus, Periodic Acid-Schiff) - 310 ructoxumm-
YeCKUI MeToA OKpallMBaHMA TKaHel Ans obHa-
pyXeHua yrneBOAOB B TMCTONOMMYECKUX Cpesax.

Mpwn nonoxwntenbHon LUNK-peakumm KOMNOHeEHTbI
TKaHe OKpaLUMBalTCA B APKO-KPaCHbIN unn nyp-
NypHbIN UBeT. B pe3ynbTaTe NnpoBefeHnA GaHHOro
nccnefoBaHna HaMmm Obino BbIABNEHO HaKOMIeHre
LMK - no3rnTMBHOro BellecTBa B NapeHxume Mmo-
Kapfda, neyeHu, Nerknx, NogxenygouyHom xenesbl
1N MUoLMTax NonepeyHo-nonocaTon MyckynaTypbl
wewu (puc. 2a, 6, 8, 2, 0).
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Puc. 2. lUNK-no3nT1BHOE BeLecTBO B MapeHxnmMe Mruokapaa (a), neueHu (6), nerkmx (), nogxenynoyHow xenesbi (r)
1 MUouMTax nonepeyHo-nonocaTon myckynatypbl (g). LUMK-peakyma. CM x 400
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Pe3synbTaTbl 3aBepLlUEHHOro MaToOIOroaHaTOMM-
Yyeckoro uccnefoBaHMA MO3BOAWIM AUArHOCTU-
poBaTb MMKOreHO3, NPeAnoNOXUTENbHO reHepa-
nn3oBaHHyto Gopmy GonesHm Momne, 6narogapA
OCHOBoOMoOMaratowemy MnpU3HaKy — BblpaKeHHOW
KapavomuonaTuiy, OTAnvalowelnn AaHHYK naTo-
NOTNIO OT FINKOreHO30B APYrux TUMOB (B NepBYyIo
ouepenb | v Il TMNOB) NPY HaNVUYMK NPOYUYNX CXOXKMX
NPV3HAKOB.

C apyroi CTOPOHbI, OTCYTCTBME OXMAAEMOIO 3Ha-
YUMMOTO CHUMKEHWA aKTUBHOCTU KMUCNOW ManbTa3bl
npwu rnukoreHose |l Tna MoXeT 6biTb 06YCNOBIEHO
AedrLMTOM aKTUBUPYIOLLETO ee KOMMOHEHTa (pe-
uenTopa, depmeHTa-KaTanmsaTopa), YTo B uTore
MOF/IO MPUBECTM K HapylleHuto obmeHa yrneso-
[I0B C KOMMEHCATOPHbIM HAKOMIEHVEM TTINKOTeHa
B TKaHAX N BHYTPEHHUX OpraHax HOBOPOXAEHHOro
N Pa3BUTUIO KNNHUKWN TNINKOreHo3a. |_|O)J,O6Haﬂ cn-
Tyauus, CBsi3aHHaA C yBeJIMYEHUEM YPOBHS INu-
KOreHa B ne4dyeHw npwu Hopmaanon AKTNBHOCTU
rnoKo30-6-pocdartasbl nNpu ravkoreHose IB Tuna,
paHee yxe Obina onucaHa B nuTepaType. [poBepka
BepCcnn HaKomieHnA HeakKTUBHOIo d)epmeHTa anAa
paclienneHnsa rmmMKkoreHa TpebyeT panbHelnLWwero
Yrny6iieHHOro 13y4yeHns npobsiembl Te3ayprcMo-
30B-TNIMKOr€HO30B.

CnepoBaTenbHO, reHepann30BaHHbIA FNKOreHo3
(npeononoxntenbHo 6onesHb Nomne) Kak Tsxe-
noe ¢oHoBoe 3aboneBaHne Obls1 ANArHOCTUPOBaH
NPV NaTosI0r0aHaTOMNUYECKOM U TMCTOXUMNYECKOM
NCCNefoBaHNM BHYTPEHHUX OPraHOB TOJIbKO Mocie
cmepTn pebeHka. OT NpoBeaeHNA MONEKYNAPHO-
reHeTMYeckoro WuccrefoBaHUs ANA  BbIABNEHUA
MyTaLMn B FeHe KUCIOM ManbTasbl, KOTOpOe Mo-
3BONNNO Obl YCTAaHOBUTb OKOHYATENbHbIV AMarHo3
6one3Hu [Momne, poanTeny Mmasnbunka OTKasanunchb.

HoBopoxaeHHble ¢ nporpeccupytowert fbixaTenb-
HOW He[OCTaTOYHOCTbIO B COYETaHMM C MblLLEYHOW
rMNoToHMeN, runepTpoduren Mmokapaa, renatome-
ranvien, BbICOKON akTUBHOCTbIO NMeYyeHOoUHbIX dpep-
meHTOB (ACT, AJTT) ABnAOTCA rpynnon pucka no
[ebloTy rmmkoreHo3a, B YacTHocTu 6onesHn Mom-
ne. TUM AeTAM Heob6XoAMMO UCCNeJoBaHNe KPOBHU

Ha aKTVBHOCTb Pa3fMyHbIX GEPMEHTOB, YUYacTBYIO-
LWX B CUHTE3€E UV PacCLLEeNIEHNN FIMKOreHa, B TOM
umcne anbda-rnoKo3mnaasbl.

MTaK, rmMkoreHosbl — ofHa M3 Cepbe3HbIX NpPo-
6neM COBpeMeHHOWN MefuuuHbl. PaHHee Hauyano
3aboneBaHus XxapakTepusmpyeTtca Hecneunduu-
HOCTbIO CMNTOMOB. OAHOTUMHOCTb TEYEHUS
MHOTVIX COCTOSIHUIA B NEPUOe HOBOPOXAEHHOCTH
OCNOXHAET NPOoLeCcC paHHeln gnarHoctuku. Hoeo-
POXAEHHbIE C MPOrpeccrpylowen gbixaTeNlbHON
HeOCTaTOYHOCTbIO, MbILWEYHON  FUMOTOHUEN,
MOBbILWEHHON AKTUBHOCTbIO MeuyeHOuYHbIX dep-
MEHTOB U runeptTpodrein Mmokapga ABNATCA
KOHTUHIEHTOM AN WUCKNIOYEHUA TIMKOreHOBOM
6onesHu. MNMocne nNnpoBeaeHNs NePBUYHONO 3Tana
ANArHOCTUKYM 3a60NeBaHNA METOLOM «CYXOro nAT-
Ha» HEOOXOAUMO MONEKYNAPHO-TEHETUYECKOE NC-
cnefloBaHuWe Af1a BbISBNEHMA MyTaLMu B COOTBET-
CTBYIOLMX FE€HAX.

[pencTaBneHHbIn KIVMHNYECKUI Crlyvyan OeMOH-
CTPUPYET CNOXKHOCTb AUArHOCTUKM MPY CBepPXpaH-
HeMm febloTe naHHoro 3aboneBaHuA. B cBA3M € 3TUM
Ha CErofHALWHVN OeHb NEePCrneKTUBHbIM ABAETCA
BKJIIOUEHME TTIMKOTeHOBbIX 6ofe3Helr, B TOM YunC-
ne 6onesHn Momne, Kak OJHOrO N3 CaMbIX YaCTbIX
rMKOreHO30B B CMMCOK 3abofieBaHuni, noasexa-
WMX paclIMPEeHHOMY HEOHATalbHOMY CKPUHWHTY.
B 3TOM cnyyae neueHune 6yneT HOCUTb NPEBEHTUB-
HbIl XapaKTep M MOXeT 61aronpuATHO NOBAUATL
Ha TeYeHue 1 NPOrHo3 AaHHoro 3aboneaHusa. MNpu
Heob6X0AMMOCTIN BHELPEHME B MPAKTUKY 3amMeCcTu-
TeNbHON GepPMEHTHON Tepanuu NO3BOSIUT 3HAUU-
Te/IbHO COKPATUTb CMEPTHOCTb Y UHBaNUAM3aLunio
NaUneHTOB B AaJibHENLLEM.

Ha faHHOM KNMHMYecKom nprmMepe BUAHO, YTO HO-
BOPOXAEHHbIe C NporpeccupytoLert fbixaTenbHOM
He[OCTaTOYHOCTbIO B COYETaHUM C HapacTaloLen
runepTpodreri MMOKapAa, MbILLEYHON FMNOTOHU-
ell, NOBbILEHHOW aKTUBHOCTbIO NMeyeHOUHbIX dep-
MEHTOB MOTYT ABNATLCA rPYNMoN prcka no aebioTy
rMYKoreHoBoW 6onesHn 1 TpebyoT nccnenoBaHuA
KPOBW Ha aKTUBHOCTb GEPMEHTOB, Y4acTBYOLNX B
CUHTEe3e UKW paclenieHnm rnKoreHa.
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