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BRICHOS-znomen cypdakranrroro 6inka C. [lia-
rHO3 TiTBep/KeHo y Bimi 11 micsiiB. Bukonano
TpaxeoctoMiio, mpusnadeno CPAP (Continuous
Positive Airway Pressure)-Teparrifo, eHTepajibHe ro-
JyBaHH# 4yepe3 ractpoctomy. [Ipusnaveno miarpu-
MYBaJIbHY Tepalliio: TiIPOKCUXJIOPOXiH, a3UTPOMi-
MUH, aMJOJAMIIIH, iHramadiii. 3a 6 MicaIiiB
notomy — crabinbHuii crat, 6e3 morpebu B CPAP,
3 nojiavero KucHio 11/xB. XJI0m4nKa BaKITIMHOBAHOM
3a posmupenum kanenjapem (PCV-20, MEN-B,
RSV, MEN-ACWY, rpum).

SFTPC-acoriitoBani 3aXBOpIOBaHHS 3 PAHHLOIO
MaHidecTalieno 3a3Buyail MaloTh TSKKUI 11epedir
i BUCOKUI PiBEHb JIETATBHOCTI. Y 1IbOMY BUTIATKY
MYJBTAIACITATLITIHADHUH MiJIXi]] 1 CBOEYacHa MoJie-
KYJISIPHO-TEHETUIHA /IIaTHOCTUKA JIAI0Th 3MOTY CTa-
6iisyBaTu cran. [eHeTnyHe TeCTyBaHHS PEKOMEH/IO-
BaHO MallieHTaM i3 paHHIM ypaKeHHSIM JiereHb
He3'sICOBaHOI eTi0JIOTi1, IO He MiAIa€ThCST KOHCEPBa-
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TUBHIiH Teparii. HaBeseHuit KIiHIYHAY BUTIQIOK 1111
TBEP/IXKYE JIOTJIbHICTD Ta eKOHOMIUHY e(heKTUBHICTb
tectyBanusgs WES a6o WGS (whole-genome
sequencing) /ISt IBUIKOI IIarHOCTUKY 3aXBOPIOBAHD
y KPUTUYHO XBOPUX JiTeil. Xoya IBU/IKE CEKBEHY-
BaHH:I BCbOT'O €K30MY Ta BCbOTO FEHOMY € JIOPOKUUM
MOPIBHSTHO 3 TAPTeTHUMU TTAaHEJISIMU HACTYITHOTO TI0-
komiaHsa NGS (next generation sequencing), moTeH-
IITHO KOPOTIINH TePMiH OTPUMAaHHS PE3YJIbTaTy
MOsKe 3POOUTH X EKOHOMIYHO JIOI[IbHITITIMU.

BucHoBok

3aBASKU MOKJUBOCTI MIBUJAKO BCTAaHOBUTHU
€TioJIOTiI0 3aXBOPIOBAHHS, METOAU T€HETUUHOTO
aHasi3y, 3okpema, WES abo WGS, cripusiiorh 3MeH-
IIEHHIO KiJIbKOCTI HEMOTPIOHUX 00CTEKEHb, CKOPO-
YEHHIO TPUBAJIOCTI 1mepebyBaHHs B cTallioHapi Ta
3a6e3IeYeHHI0 CBOEYACHOTO MOYATKY CHEI[U(iaHOro
JIIKYBaHHS.
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HediunT rnioko30-6-hocdarasn (xBopoOa HakoMUUeHHs rikorery |, xBopo6a hoH [Mpke) HanexumTe A0 CNaakoBUX XBOPOO 0OMIHY pedosuH (CXOP),
AKI 4aCTO MaHIeCTyTb Y HEOHATaNbHOMY Nepioal Ta MaKTb WBWAKONPOrpecyioymin nepedir, ToMy 4acTo 3anuuaTbCs HEPO3MNi3HaHUMK 800
NiATBEPOXYIOTECSH BXE NICNA CMEPTI ANTUHN.

MerTa — nigBMLLIMTI O6I3HaHICTb NiKapiB LWoA0 NPoaBiB i giarHocTyky CXOP.

KniHiuHnin BUNapok. HaaaHo ICTopiio XBOPOOW ANTUHY BIKOM 5 MICALIB 3i CKaproto Ha Hanaza CyoM nig vYac orngay negiatpa B NoaikAiHIYHOMY
BiaAineHHi. JntnHy rocnitanisoBaHo A0 NeAiaTpryHOro BiddineHHs, y aKoMy AiarHOCTOBaHO KOPOHAaBIPYCHY IH(DEKLIO 3@ AaHNMN LWBUOKOrO TeCTy,
nani NnpueaHanuca pos3naam CUCTemy TpaBneHHa y BUrnaai 6/1l0BaHHS, PO3PIKEHOTO BUNOPOXHEHHS, SMEHLUMNACA KINbKICTb NPUKNaAaHs AUTUHM
[0 rpyAen. 3 aHamHesy XUTTS BiAOMO, WO B NepLuy 400y xuTrsa 6yB enizof rinornikemii. O6’eKTUBHO CTaH AUTUHW TSHXKUA: MAABA, aNeTUT 3HVKEHWA,
NepioanyHO 6/1I0BaHHA, SHXKEHHA PIBHA MIOKO3K B KPOBI A0 1,9 MMOL/1. CTPIMKKI PO3BUTOK METabOoIIYHOro aunao3sy (pH=7,0; koHueHTpauis
HCO, _5,7 mmons/n), niasuileHHda naktaraerigporenasn (J14r=9,1 Oa/n) i roctpodazoBunx nokasHukis (C-peaktneHuii 6inok (CPB=26,7 mr/n),
WBMUAKOCTI ocinaHHa eputpouunTis (LUOE=27 Mm/rog), npokansUnToHiHy (MKT=6,2 Hr/mn), nelikountos (J1=16,4 [/n), 31 3cyBOM (OPMy/In NiBOPYY,
rinokaniemia (K=2,24 mmone/n)). NposeaeHo andepeHuiiHe AiarHoCTyBaHHS MiX IH(DEKLIRHNM NPOLEeCOM, YCKNAAHEHNM PO3BUTKOM Cencucy Ta
CXOP. Ha kopucte CXOP csigumna Wwsenaka nosntreHa AnHamika Ha T/1i KoperyBaHHA MeTaboIuHNX PO3NAAIB | TaKNiA e LWBWUAKNIA perpec nicng
3YNUHKK IHGY3IT FoKo3u. BcTaHoBNeHo nonepeHii AiarHo3 xBopotu [Nipke, NIATBEPAXEHNA FeHETUYHIM AOCNIAKEHHSAM.

BucHoBoK. OGI3HaHICTb LLOA0 MOXINBIX KNIHIYHKX NpoasiB CXOP, Wwenaki 3naroaxeHi 4il B MOMEHT PO3BUTKY METAOONIYHUX KPU3IB Ta OpraHisaLlid
pPEXMMY BUrOA0BYBaHHSA ANTUHU MOXYTb CNPUATU PaHHI X AiarHOCTULI Ta 30ePEeXEeHHIO XNUTTSA NauieHTam.

KntouyoBi cnoBa: /1iTu, rinoriikemis, cnaakosi xBOPoOKU 0OMIHy peyoByH, xBopooOa [ipke.
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Clinical case of early diagnosis of Hierke’s disease

V.E. Kyselevda', G.K. Kopiyka?

KNP «Children’s City Clinical Hospital No. 3» of the Odessa City Council, Ukraine
“Odessa National Medical University, Ukraine

Glucose-6-phosphatase deficiency (glycogen storage disease |, von Hierke's disease) refers to hereditary metabolic diseases (SHD), which often
manifest in the neonatal period and have a rapidly progressive course, therefore often remain unrecognized, or are confirmed after the death of the
child. today remains insufficient,

Aim — to increase the awareness of doctors about the manifestations and diagnosis of SHD.

Clinical case. The medical history of a 5-month-old child with a complaint of a seizure during an examination by a pediatrician in the outpatient de-
partment is provided. The child was hospitalized in the pediatric department, where a coronavirus infection was diagnosed according to the rapid
test, then digestive system disorders in the form of vomiting, loose stools, and a decrease in the number of breastfeeds were added. From the an-
amnesis of life, it is known that an episode of hypoglycemia was noted on the first day after birth. Objectively, the child’s condition is severe: lethargy,
decreased appetite, periodic vomiting, a decrease in blood glucose levels to 1.9 mmol/l was recorded. The rapid development of metabolic acidosis
(pH=70; HCO3=5.7 mmol/L), increased lactate dehydrogenase (LDH=9.1U/L) and acute phase indices (C-reactive protein (CRP=26.7 mg/L), erythrocyte
sedimentation rate (ESR=27 mm/h), procalcitonin (PCT=6.2 ng/L), leukocytosis (L=16.4 G/L), with a left shift of the formula, and hypokalemia
(K=2.24 mmol/L) forced us to conduct a differential diagnosis between an infectious process complicated by the development of sepsis and SHO.
The rapid positive dynamics during the correction of metabolic disorders and the same rapid regression after stopping the glucose infusion were in
favor of SHO. A preliminary diagnosis of Hierke’s disease was made, which was confirmed by genetic research.

Conclusion. Awareness of possible clinical manifestations of SHO, rapid coordinated actions at the time of development of metabolic crises and

organization of the child’s feeding regimen can contribute to their early diagnosis and save the lives of patients.
Keywords: children, hypoglycemia, hereditary metabolic diseases, Gierke’s disease.

ediuT rIK030-6-Gocdarasu (xBopobda
HaKOMUUYeHHs TirikoreHy I, xBopoba GoH
TipKe) HAJIEKUTD /10 CIIAZIKOBUX XBOPOO 00-
miny peuoBut (CXOP), sxi yacto manidecTyioTb
y HEOHATAJTBHOMY TIE€PiO/Ii Ta MAfOTh MITBUAKOIIPOTPE-
Cyro4mii mepebir, TOMy YacTo 3aJIMIIA0ThCS HEPO3ITi3-
HaHUMU 200 TATBEPIKYIOTHCST BIKE TICIIsT CMEPTI JIU-
TuHU. Y pesynabrari paedinuty depmerTy
TII0K030-6-(hocdarazu noripiyeTbes 3/1aTHICTD Tie-
YiHKW yTBOPIOBATH TJTIOKO3Y 3a JIOTTOMOTOIO PO3IIIe-
IJIEHHS TJIIKOTeHY Ta B MPOIleCi TII0KOHeOoreHe3y.
OCKIiJIbKY B Pe3yJIsTaTi il 1UX JBOX MeXaHi3MiB ITe-
yiHKa 3a0e31evye MATPUMAHHS HOPMAJIbHOTO PiBHSI
[JTIOKO3H JIJIS1 YCiX MeTaboIuHUX OTPed OpraHizmy,
TO 32 HEJIOCTATHOCTI IIbOTO (pePMEHTY BUIIE3TaIaH1
IPOLIeCH BiZIOYBalOThCs HEIIPABUIIBHO, 110 IPU3BO-
JIATH JI0 TinoryTikemii. ManicecTaltist 3a3Buyai KJiHid-
HO ITPOSIBJISIETHCS] PO3BUTKOM IOCTPOI METaOOIIYHOT
JIEKOMIIEHCAIIIT, BiKe TIEPIINI eMmi30/1 IKOi 6e3 HaTaHHs
BiZITTIOBiIHOI OTIOMOTHM MOKe cTaTu daTtasbaum. Ha
skab, giarnoctrka CXOP Ha chOroHi 3a/IHIIAETHCS
HE/IOCTATHBOIO, aJie BKpail HeoOXiTHOIO, a/Ke CBOEYAC-
Ha Me[MYHa JI0IIOMOTa MOsKe 30epertTH JKUTTS JUTHHU.
Mema — nigBummTi 06i3HaHICTD JIIKapiB MIOL0
nposBiB i giarnoctuku CXOP.

Kainiyauii BUnazjox

Jlo KHII «/luTsua micbka KiiHiaHA TikapHa Ne 3»
OnecpKoi MiCbKOI Pajii TOCIITAII30BaHO INTHHY Bi-
KOM 5 MIiCSIIiB 3i CKaproio Ha Haraj CyI0M ITi/] 4ac
OIJISITY TieZliaTpa B MOJIIKJIIHIYHOMY BiJZIICHHI, Ky 1
MaTH 3BEPHYJIACS JIJIs OTJISILY 3 TPUUNHU HEKUTIO Ta
3HUKEHOTO aleTUTy B TIeplry 100y XBopoOu. ¥ me-
JiaTPUYHOMY Bi/IJIiJIEHH] IUTHHI 1iarHOCTOBAHO KO-
POHaBIpyCHY iH(EKIIIIO 32 TAaHUMU TIBUIKOTO TECTY,
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JlaJii IPUEHANNCS PO3JIail CUCTEMU TPaBJIeHHS
y BUIJIsI GJIFOBAHHS, PO3PIZKEHOTO BUIOPOKHEH-
HsI, 3MEHINUJIACS KiJIbKICTh MPUKJIaAaHb IUTUHH /10
rpyzeil. 3 aHaMHe3y JKUTTS BiIOMO, IO TUTHHA 3pOC-
Tajia i po3BUBaAJIACA BiJIIIOBIZTHO [I0 BiKY, IIETIICHA 32
KaJleH/1lapeM, BiJl HapO/[’KeHHs — Ha TPYZHOMY BHU-
rofloByBaHHi. Y 10JI0roBoMy OyIUHKY OYB €30
rinorsikeMii Ha repiny 100y Biji HAPOKEHHS, TiCJIsT
BHYTPIIlTHbOBEHHOTO BBEJICHHS PO3UUHY TJIIOKO31
CTaH BiIHOBUBCS, IUTUHA PO3ITOYAJIa TPYIHE BUTO-
JIOBYBAHHSI B PEKUMIi «Ha BUMOTY».

Y nepury 100y rocmiTasisariii UTHHA MJISBa, are-
TUT 3HWKEHWI, ePioANIHO OIII0BAHHS, 3HIKEHHST
piBH: ITI0K031 B KpoBi 710 1,9 Mmoun /a1, CTpimMKmit
po3BuTOK MeTabosiuroro arunosy (pH=7,0; koH-
nentpaiiss HCO3 — 5,7 MmmoJib /1), miaBUIIEHHS
nakraraerigporenasu (JIZI'=9,1 Ox/n) ta rocTpo-
dazoBux mokaszuukiB (C-peakTUBHUIA OGiJOK
(CPb=26,7 mr/x), IIBUAKOCTI OCiIaHHS €PUTPOIIH-
tiB (IITOE=27 mMM/Tron), NpOKAJIBIIUTOHIHY
(IIK'T=6,2 ur/mun), aeiikoruros (JI=16,4 T'/n), i
3cyBoM (opMyau JiBOpPYyd, TimoKaJdieMis
(K=2,24 mmonb/n)). IIpoBeneno audepeHiiiiny
JarHOCTUKY MiXK iHDEKIIHHUM TTPOIeCOM, YCKIaI-
HeHnM po3BuTKoM cericucy Ta CXOP. Ha kopuctb
CXOP cBigunia mBuKa TO3UTUBHA IMHAMIKA HA
TJTi KOperyBaHHs MeTa0OJIYHUX PO3JIa/liB i TAKUI
JKe NTBUJIKWH peTpec Mics 3yNuHKHN iH(py3il TII0KO-
3u. Ilij yac iIHT@HCUBHOTO JIKyBaHHS JUTUHY BU-
rOJIOBYBAJIU 3II/I>KEHUM I'PYIHUM MoJoKoM. [licag
4yepropoi cTabinizalii crany AUTUHY IIOBEPHYJIN Ha
3BUYHUN PEKUM BUTOOBYBaHHS O€31M0cepeHbOo
3 Tpy/ieil MaTepi B PeKUMI «Ha BUMOTY», 1 CTaH 3Ha-
yHO noJtinmuBcs. [IpoBesieHO KOHCUITIYM 13 IPOBI/I-
HUMHU (axiBIgMU 3 TIEHTPY OpaHHUX 3aXBOPIOBAHb
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i renHoi Tepamnii HarioHaabHO1 ANTAYOI CTIeIiani3o-
Banoi mikapHi «OXMAT/IUT» i3 npusoay migo3pu
Ha CXOP, BcTaHOBJIEHO TTOTIEPE/THIT /IIaTHO3 XBOPO-
6u Tipke, HeBIOB31 MATBEPKEHUI TeHETUYIHUM

TE3M KOHOEPEHILIIT

3 (pyHKIIOHAJBPHUMU PO3JaJaMU MIJTYHKOBO-
KUIIKOBOTO TPAKTY, SKi IPU3BEJU 10 PO3BUTKY
MeTtabosiuHoro kpusy. ['pyaHe BUTOLOBYBaHHS
B IIbOMY BUIAJIKY CTAJIO TPUPOJHUM MEXaHi3MOM

JOCJIJKEHHSIM.

PerpocriekTuBHO, eni3o/ TinoraikeMii Ha nepury
00y KUTTS MOKHA POIIHUTH SIK TIEPIIT TIPOSIBY
xBopob6u Tipke, aje MBUIKe HaJlaroIKeHHS
I'PY/IHOTO BUTOZIOBYBAHHS B PEKUMI «HA BUMOTY»,
KOJIM MOSKJIUBOIO GyJIa CaMOPEryJISIIlist AUTUHH 1010
YacTOTO OTPUMAHHS 1XKi, aJ0 MOKJUBOCTI
HOPMAaJIBHOTO POCTY Ta PO3BUTKY IUTHUHU /10 IIEPIIOl
MpoBOKalii y BUTAAAI TocTpoi iHdexrmii

3aXMCTY OPTaHi3My Ta ITeBHUI Yac MPo(iIakTyBaJIo
PO3BUTOK MeTa0OIYHOTO KPU3Y.

BucnoBok

O6i3HaHICTBD IMIOI0 MOKINBUX KJIIHIYHUX ITPOSIBIB
CXOP, mBu/Ki 371aT0/KEH] il B MOMEHT PO3BUTKY
MeTabOJIIYHUX KPU3iB Ta OpraHisailist pesKuMy BU-
rOJIOBYBAaHHS IUTUHU MOKYTbh CIIPUSTH IXHIN paH-
Hiil fiarHoCTHII Ta 30€PErTH JKUTTS MAI[lEHTaM.
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AHTUdhOoChoniniaHni cnHapom (ADGC) y AiTen € pPIAKICHO, NPOoTe NMOTEHUIMHO NeTansHOo NaToNorieto, Wo Moxe AeboTyBatu y hopmi
KatacTpodiuHoro nepebiry (catastrophic antiphospholipid syndrome, CAPS), xapakTepu3yeTbcs WBNAKMM NPOrpecyBaHHAM MHOXUHHMX TPOMOO3IB
i 6aratodyHKLIOHaNbHUMK OpraHHUMK ypaxxeHHsaMu. Lle 3axBoploBaHHA Moxe OyTh nepLumm NpoasoM ADC, a Le yCKNaaHIoe PaHHIO AiarHOCTUKY.
MerTa — Hagatv iHopMaLito NPo KNiHIYHI NposABK i nepedir nepBrHHOro AGC y ANTAYOMY BILLl.

KniHiuHMiA BUNapgok. [1poaHanizoBaHo AnHaMIKy KNIHIYHUX NPOABIB | pe3yNsTatn A0AaTKOBOIro OOCTEXEHHS AIBUMHM BIKOM 16 POKIB, Ky
rOCniTanisoBaHoO B KPUTMYHOMY CTaHi 3 NOMI0OPraHHOK ANCHYHKUIEI: WKIPHWA reMopariyHnii CMHAPOM, O3HaKN ANCAYHKLUIT LeHTpansHO! HEPBOBOI
cuctemn (adpasig, Hictarm), TROMOO3 rMMBOKNX BEH, NereHesl iHpineTpatk, onirypis. MNeplumnii enizon 3axsoploBaHH:A BUHKK y 2018 p., Ko nicng
OTpUMaHOI TpaBMu Y10 3ananeHHs M aK1X TKaHWH CTOMM 3 NOAANLLUMM HEKPO30M AVCTaNbHMX (hanaHr nansLis NiBol cTonu Ta amnyTtauieto. Y 2023 p.
BMABEHO FOCTPE NOPYLIEHHA MO3KOBOro KPOBOOOITY 38 iLeMiYHUM TUNOM, FINEPMEHOPEEIO Ta MOCTFEMOPAaridHOK aHEMIEID TAXKOrO CTYNEeHs,
FOCTPOIO POPMOIO TPOMOOUMTONEHIT. BCTAHOBNEHO KNIHIYHWIA AlarHo3 — D68.8 «[1epBrHHNIA aHTUHOCHONINIAHUT CUHAPOM, KaTaCTpOgiUHUA nepedir.
YCKNaaHeHHs: TPOMOO3 NOOKKX BEH CTerHa, TpoM603/eMO0Nia APIOHKX MoK nereHeBol apTepil. [[0CTpe ypaxeHHs HUPOK, ONIrypiyHa ctadid.
CraH nicng iwemivyHoro iHcynety 29.05.2023. CynyTHi 3aXBOPIOBaHHSA: HaAMIpHa MEHCTPYaLid B Nepiod CTaTeBOro Ao3piBaHH4A. [linoTanamivHumi
CUMHAPOM Ny6epTaTHoro nepioay. neptoHiuHa xBopoba (MOCTTPOMOOTUYHWIA FiNepTeH3MUBHWIA CHAPOM). [poBeaeHO nepLly NiHilo Tepanil:
HagponapuH kanbLilo + aueTnncaniunnosa K1cnoTa, Nynsc-repania MeTMNNPeAHi30N0HOM, BHYTPILLHBOBEHHWI iMyHOrnooynid (BBIN). Yepes
peTpoMO03 3aCTOCOBAHO APYry MiHI0: LMKnodochamia + nosTopHa iHdy3ia BBII [2]. ocarHyTo KniHidHy cTtabinisauiio, pekaHanisauiio TpoMois.
[MpoTe 3a 2 micaui nicns cnpotu 3aMiHUTK NpenapaTt aHTUKOarynaHTHOI Tepanil NaLlieHTKa 3arnHyna Bifd CYHAPOMY MaciBHOT TDOMOOEMOOIT.
BucHoBok. CAPS noTpelbye BMCOKOro iHAEKCY NiAo3pu ANa AdepeHLUIiHOl AiarHOCTVKM T8 BCTaHOBAEHHSA AiarHo3Y, OCKiNbKK 6arato nawuieHTiB
(0o 50%) matoTbe CAPS gk nepwwnii npoas AGC. HeratvBHi nepcnexkTvBm Noaansioro nepediry B 65—80% nauienTiB, 4acTi peunansmn NpoTarom
3—6 MicAUIB | BUCOKMIA piBEHb NETaNBHOCTI NIAKPECTIOTL HEOOXIAHICTE BUBYEHHS | AOCAIAKEHHS NOAIOHNX KNIHIYHMX BUNAAKIB.

KntoyoBi cnoBa: katactpodiyHnii aHTMhoCoNiniaHWA CUHAPOM, AITH.

Primary antiphospholipid syndrome in childhood (individual observation)
M. Kochederia
Municipal Non-Commercial Enterprise «Regional Medical Center for Family Health» of Dnipropetrovsk Regional Council, Dnipro, Ukraine

Antiphospholipid syndrome (APS) in children is a rare but potentially lethal condition that can debut in the form of a catastrophic course (catastrophic
antiphospholipid syndrome, CAPS), characterized by rapid progression of multiple thromboses and multi-organ involvment. This disease can be the
first manifestation of APS, which making early diagnosis difficult.
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