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KJIHHHUYECKHUH CJIYYAH

FnukoreHoBana conesnb X TMna y pe6enka 4 ner:

KNAMHUYEeCKMH npumMmep
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AHHOTaunA

HapyweHune meTabonuama rnmkoreHa, obycnoBneHHoe reHeTUYeCcKUMIN HacneACTBEHHbIMY AedeKkTamu, — pefikoe 3aboneBaHvie, NPUBOAsALLEe K naTtonornye-
CKOMY HaKOTMeHMIo BellecTBa B MeUYeHU, MblleYHON TKaHW. B CBA3M € pacluMpeHnemM reHeTuyeckmnx obceAoBaHnin MOXHO NOATBEPANTb AnarHO3 1 onpepe-
JIUTb TUM FMKOTreHOBOW 60ne3HN. MPrBOANM KNMHNYECKUIA NPUMep FKOoreHoBoM 6onesHn X Tmna y fieBoYKu 4 neT.

KnioueBble cnoBa: 3a6oneBaHus neyeHun, MmmnkoreHoBasa 6OJ1€3Hb, Aetn
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The accumulation of glycogen in neutrophilic
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Abstract

Glycogen metabolism disorder due to genetic inherited defects is a rare disorder leading to pathological accumulation of the substance in liver, muscle tissue.
Due to the expansion of genetic testing, it is possible to confirm the diagnosis and determine the type of glycogen storage disease. Here is a clinical example

of type X glycogen disease in a 4-year-old girl.
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BBepgeHue

Hanuume y peGeHKa Hacle[CTBEHHbIX OOJIE3HEH C Mopaxke-
HHUEM TIeUYeH! CTaBUT MHOTO BOIPOCOB MO JIUATHOCTHKE, Jieue-
HUIO 1 HAOJFOJIEHUIO 32 TAKMM KOHTUHIE€HTOM TaleHTOB.

OpHy rpynmy Hacje[CTBeHHbIX 3a00JI€BaHUI COCTABIISOT
MALMEHTb! ¢ HAPYIIEHUEM YIJIEBOJHOIO OOMEHa, B YaCTHOCTHU
TJIMKOTEHOBOI GOJIC3HBIO.

Y raeBojibl UTPAIOT CYLIECTBEHHYIO POJIb B POCTE U PA3BUTUM
pebeHKa, sBISISICH 00s13aTesIbHBIM M HanboJsiee 3HaUYUTENbHbIM
KOMMOHEeHTOM muiy. C y4eToM BbICOKON MHTEHCUBHOCTU Me-
TaboaM3Ma B OopraHm3Me pebGeHKa fake HeOOJbINe OTKIIOHEe-
HHUSI B YIJIEBOJJHOM OOMEHE MOTYT MNPUBECTH K HapyLICHUIO
JApyruxX BUAOB OOMEHa BELIECTB U JOJDKHOTO 0OecredeHust
SKM3HeseaTebHOCTH oprannsma [1-3]. HapymieHHblit MeTa6o-
JM3M TJIMKOTeHa, OOYCIIOBIEHHBI HACJEICTBEHHBIMU Jlehek-
TaMU CJIOXKHEWNIIMX NMPOLECOB PErYJIsIiU, MTPUBOUT K U3MEHE-
HUIO CTPYKTYPbI ¥ TATOJIOTUYECKOMY €r0 HaKOMJIEHUIO B Opra-
HaxX M TKaHSIX.

I'mikoren o6pa3yeT 3/IeKTpPOHHO-TUIOTHBbIE TPaHyJbl Hempa-
BUJIBbHOM popmbl (dacTuupl) juamerpom 20-40 HM, KOTOpble
obobepuHstorest B L-uactunpl, yeir uametp jocturaet 200 HM.
YacTuipl HEpeKO COOUPAIOTCS B PO3ETKOOOPA3HbIE CTPYKTYPbI

muamerpoM 0,2-0.4 um [4, 5]. B kieTke pa3nuyaroT cTaGuITbHbIN
INIMKOTeH, BXOJAIIMII B COCTaB CTPYKTYP B BHjie CUMIUIACTA, U
JTaOWITHHBIN (BPEMEHHO OTKJIAbIBAIOLUICS) TIIMKOTeH [6].

CI03KHbIE MEXaHM3MbI META00/IN3Ma TJIMKOTeHA BKJIFOUAOT
pa3nuyuHble (PepPMEHTbI, TOPMOHbI, OEJIKOBble MHIMOWUTOPHI U
AKTUBATOPbI 9H3MMOB, 4 TaK>K€ MOHbI PA3JIMYHBIX METAIJIOB.
Hapyienust B 11o00M 13 3B€HbEB 3TUX MEXAHU3MOB, KOTOpPbIE
BbI3BaHbl MYTALMSIMUA CTPYKTYPHBIX WM PETYJISITOPHBIX I'€HOB,
OTBETCTBEHHBIX 34 CUHTE3 WJIM PEryJISIMI0O aKTUBHOCTH hep-
MEHTOB, MPUBOJSIT K AHOMAJIbHOMY TMOBBIIUIEHUIO MM CHIZKE-
HUIO COJIEP>KaHMsl TVIMKOI€Ha, a MHOIAA K M3MEHEHUsIM ero
CTPYKTYpHI [3, 7].

CoBpeMeHHbIe METOJIbI MOJIEKYJISIPHO-TEHETUUECKUX HCCIie-
MOBaHUH BBISIBISIIOT 10 15 TUNOB (hepMEHTATUBHBIX 1e(hEeKTOB,
NpU 3TOM KJIMHUYECKAsi KapTUHA IAHHON TPYyIIbl 3a00J1€BaHNil
OueHb BapuabesibHa, HO UX BCEX OOBEIMHSET Pa3phIB LEMH pe-
aKUMI OT INIMKOTeHa JI0 JIAKTaTa ¢ COMyTCTBYIOLIEH Hecrocoo-
HocThio okucyaTh HAJI-H [8].

Hanuune KNMHUYECKUX MPOSIBICHUI B BUJIE FenaTOMEraliui,
COMPOBOK/IAFOLMXCS MOBBILIEHNEM CbIBOPOTOUYHBIX TPAHCAMU-
Ha3, ajjaHnHamuHoTpaHcdepasbl (AJIT) w/unm acnapraramMmHo-
tpancgepasbl (ACT), runornukemueit, siBAsIeTCS IEPBbIM MPH-
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3HAKOM TMOPa’KEHMs MEYeHN U OTHOCUTCS K MEYEHOYHO-TMIO-
TIIMKEMUYECKUM aHOMAIIHSIM.

[Topakenne MbIlIEYHON TKAaHW MPU TIIMKOT€HOBON O0Je3HU
OTHOCHUTCSI K MbIIIIEYHO-3HEPreTUUECKUM HAPYILICHUSIM C 3Ka-
J06aMu JieTeil Ha TosiBIIeHne GoJiell B MbILILAX, CI1ab0CTH NMpU
TSKEJION (hU3NIeCcKOil Harpy3Ke.

JlabopaTopHble AaHHbIE BBISIBISIOT MUOTJIOOMHYPHIO, HAU-
Yyre HEeM3MEHSIIOLIEroCsl YPOBHS JlaKTaTa NMpu (hU3NYEcKoil Ha-
rpy3Ke, YTO U SIBJISIETCSl ONOPHBIMU NPU3HAKAMU 3200JIeBAHMS.
HmeroTest laHHble O HAJIMYMK HECKONIbKMX (DEPMEHTHbIX Jie-
(eKTOB y OJHOrO M TOTO K€ OOJBLHOrO, HO B CBSI3M TPY/IHO-
CTSIMU OTIPEJICJICHUS] U3MEHEHMI B TKAHSIX B OOJIBILIMHCTBE CITy-
YaeB HEBO3MOXKHO ONPEEINTh UX MPUUINHY [7].

[TpuBoaMM KJIMHHUYECKHMI NMPUMepP HMCTOpuM OOJE3HH pe-
OeHKa C INIMKOreHOBOI1 00Ie3HbI0 X THMA.

W3 aHamHe3a U3BECTHO, YTO JeBouka A. 4 jeT pounach B
ceMbe KyppioB. HacrencTBeHHOCTb MO [aHHOW MaTOJIOTMU PO-
AWUTENN OTPULIAIOT, IEPBbLIN peGeHOK (CO CJI0B MaTepu) 3/10POB,
reHeTHYeckoe 00C/Ie/JOBaHUE eMY HE NTPOBOJUIIOCH.

JleBouka oT 2-i1 GepeMEHHOCTH, NIPOTEKaBLIEH C FecTO30M
2-i1 IOJIOBMHBI, BTOPBIX CPOYHBIX POJIOB ITyTEM KecapeBa ceye-
Hust. Macca npu poxkaennu 3380 r, jymmHa 52 cm, mo Anrap Ha
7—-8 6annoB. B nepnosi HOBOPOXKJEHHOCTH OTMeYaaach KOHbIO-
raiyoHHas KenaTyxa o 1,5 mec, moayvana ¢oToTepanuio B
Teyenne 5 aHert. C posKjieHnst MaMa OTMevalia yBeJIMyeHne pas-
MepoB kuBoTa pedeHka. B Bo3pacte 8 mec A. oGcrenoBaHa
BIIEPBbIE 10 MECTY KUTEJbCTBA: B OOIIEM aHajM3e KPOBHU MNO-
Ka3aTeslu B Tpefiesax HOPMbI, B OMOXMMUYECKUX HCCIIeIoBa-
wusax AJIT, ACT, y-royramuaTpaHcnenTujasa, Mokasaresn
a,-antutpuncuna (AAT), Meu v iepyJionasmMuHa B Tipefieax
HOpMbI. MccnefoBane ryMOpajibHOrO MMMYHUTETA BbISIBUIIO
cHikenne ummyHornoOyamHa (Ig) A, IgG B ceIBOpoTKe KpoBU
710 HVUZKHE! IPaHULbl BO3PACTHOI HOPMBI (CM. TabJIMLLy).

HccnenoBanne nunuaHoro ooMeHa (XoJiecTepyH, TPUTIIHLE-
PH/IbI, IMIONPOTENHbI BBICOKON M HU3KOi MNIOTHOCTH) U3MEHe-
HMI1 He BbISIBIIIO. MapKkepbl BUpycHbIX renatutoB B, C u rep-
NMeTUYECKUX MHGEKUMI (IMTOMEranoBUpycHasi MH(EKLMs, BU-
pyc mpocToro repneca 1, 2-ro Tuna, BUpyc IpocToro repreca
6-ro Tuna, Bupyc dnuureiitna—bapp) — oTpuLarensHbIe.

B Bo3pacte 1 roga no gaHHbIM YJIbTPAa3ByKOBOI'O UCCJIEI0BA-
HUsI GPIOLIHOM TOJIOCTH JIMAaTHOCTHPOBAHA BbIPasKEHHAs Temna-
ToMeranus Ha (poHe 3HAYMMBIX AU @y3HBIX U3MEHEHNU! Ma-
PEHXUMBI.

W3 nepeHeceHHbIX 3a00JIeBaHNiI MaTh OTMEYAeT YacThle pec-
MUpaTOpHble MH(pEKUUUn pebdeHKa B BUJle OOCTPYKTMBHBIX
OPOHXUTOB 10 4-5 pa3 B roji, THEBMOHUM, OTUTA.

OOBEKTHUBHO: COCTOSIHME PEeOEHKa OTHOCHUTEJLHO YJOBJIe-
TBOPUTEIILHOE, CAMOUYBCTBHE HE CTPajlaeT. AHTpONoMeTpuie-
cKue faHHble: pocT 98 cm, macca Tena 17 xr. PeGeHok numeer
«KYKOIIbHOE JIUIO», OOJIBILON XKUBOT, X-00pa3Hyio nedopma-
LU0 HUKHUX KOHeuHocTed. KosKHble MOoKpoBbI OJIeHO-PO30-
Bble, YHCTbIE, C «MPAMOPHBIM» PHUCYHKOM. 3yOHas sMmallb
nmeeT fedeKThl, a 4 3y6a — npu3Haku Kapueca. [IpixaHue Be-
3UKYJISIPHOE, XpUIIOB HeT. TOHbI cepfilla rpOMKKE, PUTMUYHbIE.
KuBoT yBenuyeH B oObeme, NMPU MOBEPXHOCTHOM MalbIalyn
6e300J1e3HeHHbIi, pa3mepsl nedenn no Kypmosy +11,0, +9.0,
+9,0, COOTBETCTBYIOT NapaMeTpaM B3pOCJIOr0 4YeJoBeKa,
MJIOTHO-3JIACTUYECKON KoHcucTeHuuu. Cene3eHKa MIIOTHO-
anactuyeckas, 1,5 cM Huke peGepHoil ayru, Kpail 6e300ie3-
HeHHblil. CTys1 odopmieHHbll 1 pa3 B ieHb, 6€3 maToJoruye-
CKHX mpuMecedt (puc. 1).

JleBouka mpoxommia obcmenoBanne B OPI'AY «HMULL
3/10pOBbsl JIeTell», Ile CyTOYHOE MOHUTOPUPOBAHUE TJIMKe-
MUU BBISIBUJIO CKJIOHHOCTb K TMNOTJIIMKEMUM HATOLIAK
(3-3.,3 mmounb/n). B maskax kposu IIMK-peakuueit no Mak-
MaHycy omnpepaensii HakoOIJeHHe KJeTKaMU TJIMKOreHa.
Ilpy yTOYHEHMM CpejHero UUTOXMMUYECKOro IMoKa3aTes

MNokasarenn rymopasibHOro uMmmMmyHunTeTa

Indicators of humoral immunity

3HaveHne
Mokasarennb, mr/an Hopma
B CbIBOPOTKE KPOBM
AAT 113,0 88-174
Llepynonnasmux 40,7 22-58
IgA 21,5 23-190
19G 483 500-1300
IgM 131 50-199

Puc. 1. [leBouKa 4 ner c rnuKoreHoBoi 6onesHbio X Tuna.

Fig. 1. Girl 4 years old with glycogen type X disease.

Puc. 2. TnuKoreH B HeMTPOPUNbHbIX rpaHynouuTax y pebeHka
¢ rnuKkoreHoBoii 6onesHblo X Tuna (LWMK-peakuneit no Mak-MaHycy).

Fig. 2. Glycogen in neutrophilic granulocytes in a child with glycogen
disease X type (Schick reaction by McManus).

(CHIT) Bu3yanbHO OMNpEeseHO HAKOIUIEHWE TIIMKOreHa B
KJIeTKax nepuepuyeckoil KpoBH; OLEHUBAIM MOJTYKOJINYe-
CTBEHHBIM METOJIOM C BBIYHCJICHUEM MO (hopMylie ACTanban
u Bepra (1957 r.):
CHII=(0a+16+28+3r):100,

rae O — oTCyTCTBHE IpaHyJl B KJIeTKe; | — rpaHysIamMu 3aHsITO
<25% nnolaay UUTOMIIA3Mbl; 2 — rpaHynamu 3aHsiTo 25-50%
TUTOIIA/IU IMTOIIAa3Mbl; 3 — TpaHyIaMu 3aHsTo >50% miomaam
UMUTOINJIa3MBblI.
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BrbIBOJI: HaKoOIIEHNE TIIMKOreHa B HEMTPO(UILHBIX TPAHYJIOLH-
TaxX KPOBM MOKA3aJI0, YTO MPAKTUYECKU BCS LMTOIIIa3Ma KIIETOK
3aHsATa PaHyJIaMM TJIMKOreHa Pa3jMyHON BelM4YMHbl. EuHnyHble
KJIETKY UMEIOT MOJTHOE OJJHOPOJHOE OKpalllMBaHue (puc. 2).

BoisiBlieHHbIE M3MEHEHUsT OIPEJIENISIIOT MaTOJIOTMYeckoe Ha-
KOIUIEHNE TJIMKOTreHa 110 CPABHEHUIO C HOPMAJIbHBIMU BEJIMYHU-
HAaMH, YTO, BO3MOXKHO, CIOCOOCTBYET HApYLIEHUIO MEXaHW3-
MOB TIPOLIECCOB NEPEBAPUBAHUS NP (PAroLUTO3E.

JlaHHbIE KOMIBIOTEPHON TOMOrpauM: yBEJIMUSHUE NEYEHU
(pa3mepnr 170/109/167 Mm), KOHTYpBI YeTKHE, POBHbIE; TPU
HATMBHOM MCCJIC/IOBAaHMM TI€YeHb HEOJHOPOJIHOIN CHUYKEHHOM
miotHocTH, oT 20 10 41 HU, KOHTpacTHOE BelleCTBO HaKarJIu-
BAEeTCSl HEOJJHOPOJIHO, OMPEJIEJISIOTCS HEMHOTOUMCIICHHbIE TH-
MOBACKYJISIPHbIE 30HbI C HEPOBHbIMM YETKUMM KOHTYpamu,
npeo6JafaromMu B npasoit gone. CoCyiucTbIil PUCYHOK TIPU
HATHBHOM MCCJIeIoBaHUM M hepeHIMpyeTcsi, OH He Tpy0o Jie-
¢popmupoBaH. BHyTpu- 1 BHeneuyeHOUHbIE XEYHble MPOTOKU
He pacumpenbl. [uametp v. portae — 8 MM. B BopoTax neuenu
e/IMHIYHbIC JTMM(ATUUECKUE Y3JIbl, JOCTUTAIOLIKE B IMaMeTpe
4-5 mM. KenuHblil my3bIpb S-00pa3HOil (hOPMbI, CTEHKU €ro
HE YTOJILIEHbI, cofep>Kumoe ojiHopopHoe. [loprokaBaibHO
BJ10JIb OPBIKEEUHbIX COCY/10B OOHAPYXKEHO CKOMJIEHUE MEJIKO-
HOJIYJISIPHBIX BKJIFOUEHHUI, YTO, OYEBHIHO, OOYCIIOBJIEHO pac-
HIMPEHHBIMM KOJUIATEPAIbHBIMM BEHAMU M yBEJINYEHHBIMU
mMOy3IaMu 0 5 MM B iTaMeTpe.

Pesynbratel amactomerpun meueHn no jaHHbiM FIBRO-
SCAN cBupeTensCcTBYIOT 0 cTaguu pudposa F3 no METAVIR.

Wcknrouennr: 6ose3us I'ome, Humanna—ITuka tuner A u B
(B-D-ramakro3upasa, B-D-rarokosmgasa, XUTOTPUO3MA3A,
cuHromMMenHaza B Mpejesaax HOpMbl), aAepuuutr AAT
(HHK-muarnocTuka), mykosucuujo3 (JHK-guarnoctuka ya-
cThIX MyTauuii B reHe CFTR), HACJIEICTBEHHbIE aMUHOALM/IO-
MaThM, OPraHMYecKue auuaypuu, AeeKTbl MUTOXOH[pPUAIIb-
HOTO [3-OKHCIICHHSI.

MeTofoM CeKBEeHUPOBaHMSI HOBOTO MOKOJIEHNs Ha 6ase mar-
¢opmbl Ion S5 ¢ ncnonb3oBaHMEM TEXHOJOTMU TapreTHOTro
o6oramienust NimbleGen nccnenoBaHbl TapreTHbIE yUacTKH Te-
HOMa, MyTaly B KOTOPBIX NPUBOJAT K Pa3BUTHIO TITMKOTEHO-
Boi1 6one3Hu. B npomoropHoit o6nactu rena G6PC (OMIM
613742) BblsiBIEHA HYKIIEOTUHAS 3aMeHa c.-7/7/G>A B retepo-
3UroTHOM cocTosiHnu. B ak3oHe 01 rena TGFBI BbIsBIIEH NO-
mumopdusM ¢.74G>C B reTepo3UroTHOM COCTOSIHUM, NPUBO-
JSIIUI K aMUHOKUCIIOTHON 3aMeHe p.R25P. B sk3one 03 rena
PGAM?2 BobisiBneHa pymmkauusi ¢.687dup B reTepo3UroTHOM
COCTOSIHMM, TPUBOJALIAS K CABUI'Y PAMKU CUYMTbIBAHUS
p.M230Hfs*6. I1o jaHHbIM KOMIbIOTEpHOro aHanusa (Alamut
Visual) pynmumkanust sisasietcs: natoreHHoil. CoryacHo 6ase
naHHbIXx OMIM MyTaiuu B 9TOM IreHe ONMUCaHbl y MalMEeHTOB ¢
[IIMKOreHoBOM 6ose3Hbto, Tun 10 (OMIM 261670), Hacnepye-
MO¥ 10 Ay TOCOMHO-PELIECCUBHOMY THILY .

Knunuueckuit quarno3: riaMkoreHoBasi 6oae3Hb X TUMa, Lup-
pO3 MeYeHU B MCXOJIe HACIEJCTBEHHOrO 3a00JIeBaHUs OOMEHa
YIJI€BOI0B, KOMIIEHCPOBAHHbII, HU3KOH CTENEHN aKTUBHOCTH.

3a BpeMst HaXOX/IeHHsI B CTallMOHape peOeHKy Ha3HaYeHa iue-
TOTEpaNus U Npenaparhbl ypcoae30KCUXOIMEBOI KUCIOThbI, BUTA-
MUHOTepanusi. [nTenbHble peKOMEHIAMK Kacaliiuch Haburoie-
HMSI TIOKa3aTesell GMOXMMUYECKOro aHall3a, B YaCTHOCTH, J1aH-

Hbix AJIT, ACT, obuiero 6unmmpy6uHa, menoyHoit (pocarassbi,
JAKTaTAErUIPOreHasbl, Y-IrilyTaMUITpaHcepasbl, JaKTara,
rimoko3bl, C-nentypa. C yaydllleHUeM M peKOMEHJALMsIMU Jie-
BOYKY BBINVCAIIN NOJ] HAOTIOICHHE 10 MECTY >KUTEIILCTBA.
Taxkum 06pa3oM, JaHHOE KIMHUYECKOe HAOJIOfIEHUE JIEMOH-
CTpUpPYEeT OCOOEHHOCTH TEeUYeHUsI TIMKOTeHOBON OO0JIe3HU
X Tuna y pedeHka, BaXKHOCTb PaHHEll AMarHOCTUKU M Ha3zHaye-
HMSI CBOEBPEMEHHOH CNEelNaIn3UPOBAHHON MEIMIMHCKON IMO-
Mot. [lrucnancepHoe qUHAMUYECKOe HaOIIOfIeHre, KOHTPOIb-
HbIe J1Ta60PATOPHO-UHCTPYMEHTAJIbHbIE OOCIIE/IOBAaHUS TO3BO-
JISIT MUHAMM3MPOBAThH MATOJIOTMUECKOE BIMSHUE HAKOIUICHHUSI
rikoreHa. KatamHecTnueckue HaOTIOAEHNS 3a JAHHON peaKoil
MaTOJIOTHEN TO3BOJISIT BLIPAOOTATh TAKTUKY BEIEHUS TAIieH-
TOB C PEKIM reHeTUIeCKUM JIe(heKTOM YTJIeBOJHOrO 0OMeHa.

KonduukT nnTepecoB. ABTOpbI 3asBJISIOT 00 OTCYTCTBUU
KOH(DJIMKTA MHTEPECOB.
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