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O6ocHoBaHue. [nnKkoreHos Ib tnna (Flb) — 310 HacneACcTBEHHOE ayTOCOMHO-peLeccUuBHoe oppaHHoe 3aboeBaHue,
CcBsI3aHHOE C JePULMTOM TPaHCNOPTHOro 6esika TPaHC/1I0Ka3bl [71I0K030-6-pocaTta 1 npuBoasLLee K n36bITOYHOMY HaKo-
MJIEHNIO [/IMKOreHa B rnevYyeHu u apyrmx opraHax. [lb BcTpevyaetcs npumepHo y 20% naumeHToB C /IMKOreHo3om | tuna
N XxapaKTepusyeTcsi pa3Hoobpa3uem nposiBAEHUH, YTO 3aTpyAHSET AUArHoCcTuky. OnucaHune KJIMHUYECKOro cy4as.
lMpeacTaBaeH KIMHUYECKUHI NPUMEP PaHHEN AnarHoCcTmku b y 5-mecss4HOro mMmasibymKa ¢ OTAroueHHbIM nepuHaTalbHbIM
aHamHe3oMm. 3aboseBaHne 6bl10 3anoA03PEHO B CBSI3M C Ha/lMuymem y pebeHKa nepcrucTUpyoLmx HENTPONEHNN U TMIOMIN-
KemMuu, a TaKxe peunanBupyolmnx 6aktepuanbHbIX MHOEKUNI. [lpoBeAeHO MOJHOIK30MHOE CEKBEHMPOBAHUE, HA OCHO-
BaHMM KOTOPOro rnoctassieH auarHo3s: «[1b, 06ycioBneHHbIN BapnaHTamu B reHe SLC37A4: ¢.1108_1109delCT p.Leu370fs
n ¢.85A>G p.Lys29Glu B KomnayHA-retepo3uroTHOM COCTOSIHUM». 3aKnto4eHune. [lpecTaBaEHHbIN KIMHUYECKUI CayYan
rog4yepKmMBaeT HE0O6X0ANMOCTb paHHen AuarHocTuKM lb. 3To No3BOIMT CBOEBPEMEHHO HadyaTb CrieyupuyecKyto Teparnmio
W yNyYLWmnTb NPOrHO3 A4/151 NaUUEHTOB C AaHHbIM 3a60/1€BaHUEM.

Knr4eBbie cnoBa: KIMHUYECKNI C1yYal, rMUMKOreHo3 Ib Tnna, paHHas AnarHOCTMKa, HENTPOMNEHUS, TMIOMTIMKEMUS, peLn-
AnBupyouine baktepuasbHble MHOEKLMN
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OBOCHOBAHME N XxapaKTepuayeTcs pa3Hoo6pasnemM KAMHUYECKMX M Nnabo-
MukoreHo3s Ib Tuna (Flb) — 3T0 HacneaCTBEHHOE ayTo- paToOpHbIX NPOSBNEHUN, TaKMUX KaK peuuaMBupylome 6akx-
COMHO-peLeccnBHoe opdaHHOe 3abosieBaHWe, CBSA3aH- TepuasnbHble MHPEKLNK, 3aeprKa GU3NYECKOro pa3BuTHS,
Hoe C¢ AedMUMTOM TpaHCMOPTHOro 6enKa TpaHC/IoKa3bl renatoMeranus, BocnanutenbHble 3a60N1eBaHNs KULWEYHU-
rMIOKO30-6-docdaTta 1 npuBoasLLee K M36bITOHHOMY HAKO- Ka, ayTOMMMYHHblE MOPaKeHWUs LWMUTOBUAHOMN Xenesdbl, Hen-
NAEHUIO MUKOreHa B NeYeHun n apyrux oprarax. b Bctpe- TPONEHUS, TUMNOMMMKEMUS, NaKTaTauMaos, rmnepypukemums,

yaeTcsa npumepHo y 20% nauueHTOoB C IMMKOreHo3oM | Tuna runepavnuaemms [1-3]. Mpn 3TOM UHOEKUMOHHbIE OCNIOXK-
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Glycogen Storage Disease Type Ib in the Compound
Heterozygous State: Case Report

Background. Glycogen Storage Disease Type Ib (GSDIb) is an inherited autosomal recessive orphan disease associated with a
deficiency of the glucose—6-phosphate translocase transport protein and leading to excessive accumulation of glycogen in the liver
and other organs. GSDIb occurs in about 20% of patients with type | glycogenosis and is characterized by a variety of manifestations,
which makes diagnosis difficult. Case report: A clinical example of early diagnosis of GSDIb in a 5-month-old boy with a burdened
perinatal history is presented. The disease was suspected due to the presence of persistent neutropenia and hypoglycemia in the
child, as well as recurrent bacterial infections. Whole-exome sequencing was performed, on the basis of which the diagnosis was
made: “GSDIb caused by variants in the SLC37A4 gene: ¢.1108_1109delCT p.Leu370fs u ¢.85A>G p.Lys29Glu in a compound
heterozygous state”. Conclusion. The presented case report highlights the need for early diagnosis of GSDIb. This will allow timely
initiation of specific therapy and improve the prognosis for patients with this disease.

Keywords: case report, glycogen storage disease type Ib, early diagnosis, neutropenia, hypoglycemia, recurrent bacterial infections
For citation: Shimkova Nikol P., Snegurenko Mariya A., Yunkevich Eva, Klimina Nataliya V., Shepina Anastasiya A., Larina Lyubov E.

Glycogen Storage Disease Type Ib in the Compound Heterozygous State: Case Report. Pediatricheskaya farmakologiya — Pediatric
pharmacology. 2025;22(2):178-183. (In Russ). doi: https://doi.org/10.15690/pf.v22i2.2894



HeHusa y nauneHToB ¢ b He ToNbKO ABNAIOTCS CNefCTBUEM
HENTPONEHUU, HO U accounnpoBaHbl ¢ GYHKLUOHAIbHBIMM
nedektamMm HENTPODUIOB M MOHOLMTOB: CHUMKEHHEM MX
ABUraTenbHOM CNOCOBHOCTU M aKTUBHOCTH [1, 2].

YyuTbiBad Bbl3blBaeMble TAXeNble KAWHUYECKUe
n nabopartopHble u3MeHeHus, b aBnsetca Tem 3abone-
BaHMEM, KOTOPOE 4acTo NPOoTEeKaeT C HeYy0BNETBOPUTESb-
HbIM NporHo3om [1, 4]. MoaTomy oAHa U3 3afiad, BCTalowmx
nepej coBpeMEHHON MELULIMHON, — 3TO NOBbIWEHWE OCBE-
[OMJIEHHOCTU O MUKOreHOBOM 60/1IE3HU, €€ MaKCUMallbHO
paHHAA AMarHOCTMKa M Ha4vano nevyeHusd. MMeHHO 3aTu
MeponpuaTua 6yayT cnocoO6CTBOBATb CHUMXKEHUIO CMepPT-
HOCTM nauueHToB ¢ [lb. [JokadaHo, 4TO MpW AOCTUKE-
HUW HOPMaJIbHOTO YPOBHS IOKO3bl COCTOSAHUE NaLUEHTOB
M X nabopaTtopHble NoKasaTenn 3Ha4YUTEsIbHO YyydliatoT-
CSl, @ TaKXXE CHUXaeTCHd PUCK Pa3BUTUA TAXKENbIX OCNOX-
HEHWN, HanNpUMep OCTPOW MOYEeYHOW U MEeYEeHOYHOW HeLo-
cTtatoqHoCTH [1].

KJIMHUYECKHUHA NPUMEP

0 nauueHTe

lMpeactaBneH KAMHUYECKMW npumep nauueHta T.,
Manb4uK.

31.08.2024 (5 mec) noctynun B MOPO30BCKYIO AETCKYIO
rOPOACKYI0 KAnHM4YecKyto 6onbHuUy (MAMKB) ¢ xanobamu
Ha MOKpacHeHME W OTeK BepxHen rybbl. bbino nposeaeHo
BCKpbITUE M ApeHupoBaHue abcuecca. 01.09.2024 nossu-
nMcb nuxopagka Ao 39 °C, CHWXeHWe annetuTta, anu3oabl
runornnkemMuu. B knnHunyeckom aHanmse kposu (OAK) BbisiB-
JIEH arpaHynoumnTos.

M3 aHamHe3a M3BECTHO, 4TO pebeHOK OT nepBon 6epe-
MEHHOCTH, MPOTEKaBLWEN C Yyrpo3on nNpexaeBpeMeHHbIX
pogoB Bo Il TpumecTtpe. OT poauTenem ¢ HEOTArOLLEHHOM
HacneacTBeHHOCTbIO. Poabl Ha 40-n Hep nyTem Kecapesa
CeYyeHus No MpPUYMHE XPOHWUYECKOM deTanbHOM TUMOKCUMK,
OKONonNnoAHble BOAbl 3efeHble. Macca npu poXaeHUn —
3810, panHa tena — 53 cm. Mo wrkane APGAR — 8/9 6an-
noB. [lnarHocTnpoBaHa BPOXKAEHHAsh MHEBMOHMUS.

Ha 2-e cyT *n3HuM nepeBefeH B OTAeNleHWe peaHumaumm
W MHTEHCMBHOM Tepanuu HoBopoxaeHHbix (OPUTH) n3-3a
HapacTalowen AbixaTenbHOW HegoCTaTOYHOCTWU, MHTYOMPO-
BaH. C uenblo KynupoBaHWS MHEBMOHUM MpPOBEAEH KypcC
aHTMOaKTepUanbHOW Tepanuun (@MNUUWUINKH + cynbbGaKkTam,
70 Mr/Kr/; reHTamuumH, 4 ™mr/kr/cyT). Ha 4-e cyT aKc-
TyéupoBaH, Ha 5-e cyT nepeBegeH M3 OPUTH B HeoHaTo-
JlorMyecKkoe oTaeneHne AN NpoAoKeHus nedeHus. Kypc
aHTMOaKTepUanbHOM Tepanuu 3aBepLleH Ha 9-e CyT U3HU.
Mmena mecTo npexoaswas HeoHaTalbHas FMNOMMKEMMUS.
B aHannsax KpoBM OTMEYanCb HapacTatowasa HeMTpPoneHus
(oT 672 o 530 x 109/n 3a Bpems rocnuTanusaLmm), runo-
rnnKemus. BoinucaH Ha 15-e CyT *MU3HU C peKoOMeHAaLUnsaIMu
npoBefeHna OAK ana KoHTpons nenkouuTapHon GopMybl
yepe3 5-7 OHen ¢ onpeaeneHnem [AanbHeNIIen TaKTUKK
BeAeHUs No pe3dynbTaTtam o6cneaoBaHus.

B Bo3pacTte 1 mec B KOHTposibHOM OAK: HenTponeHus
¢ HapacTaHuem (447 x 109/n), B CBA3M C 4eM MOBTOP-
HO roCnMUTanM3nMpoBaH B HEOHATO/IOrMYEeCKoe OTAeNeHne
MArKB.

[pyaHoe BCckapmnunBaHue no TpeboBaHuio. Npu HexBaT-
Ke rpyaHoOro Mosioka AoOKopM 6e31aKTO3HOM aganTUpoBaH-
HOM MOJI04YHOM cMecbkio 40 100 mn 5-6 pas B CYTKH.

dusukanbHaa AMarHocTUKa

Ha MoMeHT nocnegHen rocnutanmMaauuu: AnMHa Tena —
68 cMm, macca Tena — 8,3 kr, UMT — 17,9, nnoliaab noBepx-
HocTH Tena — 0,4 M2. duanyecKoe pa3BUTHE COOTBETCTBYET
BO3pPAcCTY.

Mpun ocmoTpe ob6pallanm Ha cebd BHUMaHKE:

®  GNEeHOCTb KOXHbIX MOKPOBOB;

° noBsi3Ka Ha BepxHeW ryée c remopparm4ecKkMm nNponuThbl-
BaHMEM (Moc/e BCKPbITUA U APEHNPOBaHMA abeuecca);

® 0Genbli HaNEeT Ha A3bIKE;

® yBeJIMYEHHbIW, BbICTYNAOWMNN XMBOT, MATKUA U 6e360-
NEe3HEHHbIV NpKY Nanbnaunu;

® e4yeHb, BbICTynawwas M3-noa Kpas pebepHon ayru
Ha 2,5 cM, cene3eHKa He nanbnuMpoBanaco;

® CTyn nonyo®bOpMNEHHbIN, Pa3MKUKEHHbIA, CO CNNU3blO,
NPOXWUNKaMUN KPOBMU, KENTbIN.

AmnarHocTrnyeckue npoueaypbl

KNnHUYEeCKnn aHanns KpoBu (2—5-e CyT KMU3HU) — OTMe-
Yyanacb HEWTPONEHMS C TEHAEHLUMEN K HapacTaHUIO (HEMTPO-
dunbl 0,672-0,604-0,530 x 10%/n).

locnutanmn3saunsa B HeOHaTo/1I0rM4ecKoe oTgesieHue

B Bo3pacTte 1 mec

KNWHUYECKMIA aHann3 KPOBW: COXpaHsAnacb HewTpone-
HUs (HenTpodunbl 0,447 x 10°2/n). Muenorpamma: 6nacThbil
a0 3,4%. lpaHynoumMTonoa3 U3MeEHeEH: cyxeHue o 25,5%,
3aJeprKKa co3peBaHUs HeUTpoduaoB. JIMMbOLMTONOI3
U3MEHEH: KNneTku numbomaHoro psiga coctaBunm 61,6%.
pPUTPOLIMTOMNOI3 COXPAHEH. APUTPONO33 HOPMOBNACTHbIN.
3ajepKKa co3peBaHUsa 3PUTPOKAPMOLIMTOB Ha 6a30bub-
HbIX dopmax. MerakapuouuTtbl B npegenax pedepeHCcHbIX
3HaA4YeHU, WHYpPOBKa TPOMOOLMTOB coxpaHeHa. KneTku
3/10Ka4eCTBEHHbIX HOBOO6Pa30BaHW HE HAWEHbI.

Y3W opraHoBs 6ptolHon nonoctu (OBIM): npu3Haku Bbipa-
HEHHbIX ANDDY3HbIX UIBMEHEHMI NAPEHXUMbI MEYEHU C yBE-
NIMYEHMEM €€ JIMHENHbIX Pa3MepPOB.

KoHcynbTaums MMmyHonora: npoBeaeHo obcnegoBaHme
MMMYHOJIOTMYECKOro cTatyca — YpOBEHb O6LWMX UMMYHO-
rnoéynuHoB A, M, G U KNeTO4HOro UMMyHUTETa B npegenax
pedepeHcHbix 3Ha4YeHun, KREC u TREC B Hopme.

KoHcynbTaums reHeTMka: Ha OCHOBaHWK KIMHUKO-aHaM-
HECTUYECKUX AaHHbIX, Pe3yNbTaToB 1abopaTopHbIX U MHCTPY-
MEHTaNbHbIX MccnegoBaHun anddepeHuManbHas auva-
rHOCTMKa MNPOBOAMUTCH CPean BPOXKAEHHbIX HENTPOMEHUHN.
PekomeH0BaHO: NONHOE CEKBEHMPOBAHWE 3K30Ma.

MoneKkynspHo-reHeTM4ecKoe uccnegoBaHMe — Mof-
HOE CEeKBEHMpPOBaHME 3K30Ma: BbIABNEHbI BapuaH-
Tl B reHe SLC37A4: ¢.1108_1109delCT p.Leu370fs,
c.85A>G  p.Lys29Glu B KOMMayHA-retepo3unroT-
HOM COCTOSIHMM. Y MaTepu pebeHKa BbIIBAEH BapuaHT
11-119025270-CAG-C (ENSTO0000357590:¢.1108_1109
delCT, p.Leu370fs)B reHe SLC37A4 B reTepoO3nroTHOM COCTO-
AHMW. Y oTua pebeHKa BbigB/iEH BapuaHT 11-119029285-
T-C (ENSTO0000357590:¢c.85A>G, p.Lys29Glu) B reHe
SLC37A4 B retepo3nroTHOM COCTOSIHUMM. TaKuM 06pa3zom,
NOATBEPXAEH AMarHos: «nukoreHo3 Tun Ib B KoMnayHa-
reTepo3nroTHOM COCTOSTHUM».

locnutanm3aymnsa B Bo3pacrte 5 mec

KAMH1YecKnit aHanna Kposu: HeiTponenus (0,58 x 109/n),
ammdoumnTtos (9,56 x 109/n), moHoumTos (1,99 x 109/n)
TpombouunTosd (528 X 109/n), anu3og runornMkemuun (3,3
MMOJb/N).

Y3W opraHoB 6pIOWHON NONOCTH: NPU3HAKKN YBENUYEHNS
JIMHENHbIX PAa3MEPOB NEYEHU U CENEIEHKN, YMEPEHHO BbIpa-
HEHHbIX AN DY3HbIX UBMEHEHWUI MAPEHXUMbI MEYEHMU.

Y3W nouek, 33T, OxoKI: natonormm He BbISBIEHO.

’

KnuHuyeckuit guarHos
OcHoBHOW anarHo3d: E74.0 MukoreHos tTmn Ib, o6ycnos-
NIEHHbIN BapunaHTamun B reHe SLC37A4: ¢.1108_1109delCT
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p.Leu370fs, c.85A>G p.Lys29GIu B KOMNayH/-reTepo3nroT-
HOM COCTOSIHMM.

ConyTcTBylowme 3abonesaHus: L02.0 Abcuecc BepxHen
ry6ol. D70 ArpaHynoumTos.

AnddepeHymanbHas gUuarHocTuKa

OnddepeHumanbHas aMarHoCcTMKa nNpoBoaMnach cpeau
3a60oneBaHui, AN KOTOPbIX XapaKTepHa BPOXAEHHAA Hen-
TponeHus. B Kpyr anddepeHumanbHbiX AMarHO30B TaKKe
BKJ/IIOYEHbI HACNeACTBEHHble CUHAPOMbI, KOTOPbIM CBOM-
CTBEHHA HENTPOMNeEHUs (B TOM 4ucie aHemus bnekdbaHa —
[JavmoHpa, cuHgpombl LLBaxmaHa — [danmoHaa, lNupcoHa
n ap.). OoHAKO KAMHUYECKMUX AaHHbIX NS NOCTAHOBKW AuWa-
rHo3a Ha MOMEHT OCMOTPa HeAOCTAaTOYHO, B CBA3M C YEM
reHeTUKOM O6blI0 PEKOMEH/I0BAHO BbINONHEHWE TEHETU-
4YecKOro naHenbHOro wuccneaoBaHWs, O4HAKO B MNepuopj
HabntoaeHns pebeHKa ero NnpoBeaeHne He NPeacTaBAaNoCh
BO3MOXHbIM. B Bo3pacte 1 mMec 6bi10 BbIMNOJHEHO MON-
HOe CEKBEHWPOBAHME 3K30Ma, MO pe3ynbrataM KOoTOopOoro
BbICTaB/IEH OKOHYaTE/bHbIM ANArHo3.

MeauuMHCKHUE BMeLwnaTenbCcTBa

B Bo3pacTe 1 mec 6bin rocnMTann3nMpoBaH B HeEOHaTO-
norudeckoe otaeneHne MAIKB ¢ coxpaHstouwencs HenTpo-
NeHWeN Npu KOHTPONbHbIX N1abopaTopHbIX MCCNefoBaHMUAX
(HenTpodunbl 0,447 x 10%/n o1 22.04.2024).

Bblna Havyata CTUMyNsALMS NerKonoasa rpaHylouuTap-
HbIM KOoNloHMecTumynupytowmm daktopom (-KCP). 3a Bpe-
MSl HaXOXAEHUS B OTAENEHUN CTUMYNALMSA NEMKON033a Npo-
Boaunacb 6 pas B fo3e 5—10 MKr/Kr 6e3 sBHOro addekTa.
[JVHaMMKa ypoOBHS HENTPOOUNOB Ha GOHE CTUMYNALMM
[-KC® oTpaxkeHa Ha puc. 1. YunTbiBasa arpaHynounTos, 6eina
nposeAeHa Tepanus BHYTPUBEHHBIM WUMMYHOMTOBYIMHOM
1,5 r/Kr.

B Bo3pacTe 5 mec pebeHok noctynun B MAIKB ¢ »ano-
6aMn Ha MOKpacCHeHWe U OTEK BepxHen ryobl. bbino npo-
BeEHO BCKPbITME M ApeHnpoBaHue abclecca. HasHadveHa
aHTMbGaKTepuanbHasa Tepanua (uedbTpruakcoH 50 Mr/Kr/cyT,
KnuHaamuumH 10 Mr/Kr/cyT).

YpoBeHb HeitTpodunos (x 10%/n)

1,8
1,6
1,4

1,2

0,8
0,6
0,4

0,2

MpoBeaeHbl MHbeKumn -KCP 80 mkr 31.08, 01.09
1 6.09 ¢ NonontenbHbiM aHEKTOM, YPOBHU HENTPODKUNIOB
npeAacTaBfieHbl B TabnuLe.

[na KoppeKuun runornmKkeMumn NpoBoanMIachk MHGY3MOH-
Hasa Tepanua 10% pacTBOPOM AEKCTPO3bl.

MporxHos

[MporHo3 6naronpuUaTHbIM, NMOCKOMIbKY BEPHbIM AMarHo3
Obl/1 NOCTaB/EH B MaKCMManbHO paHHWE CPOKHK, YTO NO3BO-
SN0 Ha4vaTb cneumdnyecKyto Tepanuio.

BpemeHHas wKana
XPOHOMIOrMS KIloYEBbIX COBLITUI NPEACTaBNEHA Ha PUC. 2.

OBCYXAEHHUE

I'lb o6ycnoBneH myTtauuen reHa SLC17A4, koaupytouie-
ro0 MWKPOCOMaSbHbIA TPAHCMOPTHbIM 6EeNoK TpaHCnoKasy
rNoKo30-6-pocdaTasdy (T1), n cB3aH ¢ N3BbITOYHBLIM HaKO-
nieHUeM rMmMKoreHa HopMasibHOM CTPYKTYPbl B MEYEHU, NOY-
Kax 1 ciM3ncTomn 060104Ke KnweyHuka [1, 5]. Bce cybeTpathl
M NPOAYKTbl peakuun, Katanuaupyemble T1, AOMKHbI NPO-
XOAWUTb 4epel3 JHAOMNA3MaTUYECKUA PETUKYNIYM, MOCKOMb-
Ky TaM pacnofioXeH aKTUBHbIM LEHTP AaHHOro depmeHTa.
HenTponeHua v HapylweHue GyHKUMM HEUTPODUSIOB OTHO-
caTca K cneumduyeckum npoasneHusam b, CornacHo ncTou-
HWKaM, HeOCTaTO4YHOCTb HENTPODUIOB MOXKET BblTb Chea-
CTBMEM HapyLWeHWs TpaHCcnopTa MIOKO3bl Yeped KIETOYHYIO
MeM6paHy NoNMMOPPHOSAEPHbBIX NENKOLMTOB, MOCKObKY
TpaHCNoOPT MOKO30-6-docdaTta UrpaeT CyWeCcTBEHHYIO PONb
B NpoLeccax aHTUOKCUAAHTHON 3aLnThbI [6, 7].

MauneHTbl € HeuTponeHwen HaxoaaTcs B rpynne
pUCKa TAXKeNblX MHOEKLMOHHbIX OCMOXHEHMI MO MPUYK-
HE MMMYHHOW aucoyHKuMW. Ona geten ¢ b xapaKTepHbl
peunanBupyoWMe OTUTbl, TUHIMBUTBI U abCLLECChl KOXM
[8]. Cneundunyeckum NposiBAEHUEM TaKKe SBASIOTCH BOC-
nanutenbHole 3abo0neBaHNA KUWeEYHUKa (KPOHOMOAOOHbIN
KOMNT), MaLUMEHTbI XXanyloTcs Ha Anapeto, IMxopaaky 1 a3Bbl
Ha CNM3KCTbIX 060104Kax [5, 9]. B HEKOTOPbLIX ClyYasax Taxe-
/I0r0 NopaKeHus neyvyeHn (afeHombl, renaTouennoNsapHble

Crumynauuma M-KCo:
«  25.04 (5 mKr/Kr)

« 03.05 (10 mkr/kr)
+ 04.05 ( 5 mkr/kr)

« 06.05 (10 mkr/kr)
+ 10.05 (10 MKr/kr)
«  13.05 (10 mKr/kr)

24,04 25.04 26.04 27.04 28.04 29.04 30.04 1.05 2.05 305 4.05 505 6.05 7.05 8.05 9.05 10.05 11.05 12.05 13.05 14.05 15.05 16.05 17.05

Puc. 1. BpemeHHas WwWKana ypoBHsa HenTpodunos npu ctumynsaummn I-KCP B Bo3pacte 1 mec
lMpumeyarme. I-KCPH — rpaHynounTapHbIA KONTOHUECTUMYUPYIOLWKIA daKTop.

Fig. 1. Timeline of neutrophil levels during G-CSF stimulation at the age of 1 month

Note. G-CSF (I-KC®) — granulocyte colony-stimulating factor.



Ta6nuua. BpemeHHas WKana ypoBHSA HenTpodumnos npu ctumynauun -KCP B sospacte 5 mec

Table. Timeline of neutrophil levels during G-CSF stimulation at the age of 5 months

Aara [o3a -KC® (MKr/Kr) YpoBeHb HeliTpoduios
31.08.2024 10 4,7% 0,58
01.09.2024 10 - 0,58
02.09.2024 - 13,5% 2,32
05.09.2024 - 2.9% 0,25
06.09.2024 10 -
07.09.2024 - 7,4% 0,75

MpumeyaHue. -KCD — rpaHynounTapHbIi KONOHUECTUMYAUPYIOLWMIA daKTop.

Note. G-CSF (I-KC®) — granulocyte colony-stimulating factor.

BnepBble BbiiB/eHa
HeWTponeHus
B OAK HenTponeHus

Noctynun B MANKB
C coxpaHsiouiencs

Moctynun 8 MAIKB
Cxano6amu Ha NoKpacHeHue
N OTEK BEPXHEW TYy6bl.

~ HEWTPONeHnen .
C TEHAEHLUMEN K HapacTaHUio B OAK HenTponeHus
2 CYT }XU3HU 1 mec 5 mec
MpoBeaeHo nonHoe BbicTaBneH MpoBeaeHbl MHbeKLUK

CEeKBEeHUpoBaHue
9K30Ma

OKOHYaTe/ibHbI AUArHo3:
muKoreHos |b Tnna

[KC-® ¢ nonoxutenbHbIM
apdpeKTom

Puc. 2. lMaymeHT T.: XpOHOSI0rMA TeHEHNST 6ONE3HMU, KNIOHYEBBIE COOLITUS M NMPOrHO3
MpumeyaHme. OAK — o6uwmit aHanus kposu; MATKBE — Mopo3oBcKas feTcKas ropojcKkas KnnHudeckas 6onbHuua; KCPH —

rpaHynoLMTapHbI KOTOHUECTUMYIUPYIOLWKUIA GaKTop.

Fig. 2. Patient T.: chronology of the course of the disease, key events and prognosis
Note. CBC (OAK) — complete blood count; MCCCH (MAI'KB) — Morozov Children’s City Clinical Hospital, G-CSF (I-KC®) — granulocyte

colony-stimulating factor.

KapLUWHOMBI, LMPPO3) 60J/IbHBIM TpebyeTcs opToTonnyecKas
TpaHcnnaHTaumsa NnevyeHn, U XoTa Nnociae 3Toro BO3MOXHO
ynydleHne 6UOXMMUYECKUX NOKa3aTenen Kposu, npobaemy
HENTpPONEeHun TpaHcnnaHTauus He paspewaet [10, 11].

MNepBon nuHuen Tepanuun b aBngeTca guetorepanus.
MpKn KOppeKunn NuTaHng HeoOX0ANMO UCKKOUYUTb U3 paLm-
OHa MULLEBON caxap, TaK KaK ero ynotpebneHue ycyryout
NnakTtaTaunpos. PekomeHayeTcs CHWU3UTL ynoTpebieHue
MPOB B CYTOYHOM paLMOHEe AN KOPPEeKLMU aucannuie-
MUK, a TaKKe nzberatb AJIMHHbIX MHTEPBANOB MEXAY Npu-
eMaMu MUK ANa NPefoTBpaLLeHns runornukemmm [1].

Ha cerofHAWHWA AeHb AN KOPPEKTUPOBKU HeWTpone-
HUM U CHUXKEHUS PUCKa PeLnamMBOB MHOEKLMOHHBIX 3a60-
NleBaHUM nauMeHTaM Ha3HayalT PpeKoOMOWHaHTHbIN [-KCP
[12, 13]. 370 NO3BOASAET YNy4LWUTb NPOrHO3 3ab0/iEBaHUS,
CHU3KUB MeTabo/IMYECKME HapyLLEHNS U PeLNaMBbI BOCManu-
TeNbHbIX Npoueccos [2, 12].

Ha faHHbIM MOMEHT ony6nMKoBaHbl pe3ynbTaThl ycneL-
HOro NPUMEHEHUS amnarnndno3nHa — UHrMbUTopa HaTPUm-
3aBMCMMOro NepeHocYmKa rMiKo3bl 2-ro Tuna. B pesynsrate
Yy MHOTMX NaLMUEHTOB CHUXKanoCb KONMYECTBO HENTPODUIOB
M ypexanucb 3anu304bl FMNOrMUKeEMUU. [MONOXKMUTENbHbIN
3ddEeKT AaHHOro npenaparta y B3pOC/blX U AeTen NO3BONSAN
ymeHbwaTtb o3y FKC®P, 4yto cnoco6CTBOBANO YNyylIEHHUIO
KJIMHUYECKON KapTuHbl [14, 15].

OpHako gaHHOMY nauueHTy aMnarnMdno3nMH He Ha3Ha-
Yyancs, U rMnorinkeMms KoppeKkTupoBanachb TONIbKO NyTeM

UHby3noHHOM Tepanum 10% AEeKCTPO3bl, BO3MOXHO, 3TO
CcTano nNpuYMHOM 6Gonee MNO3AHEro HacTynjaeHus ynydwe-
HUS. B npeactaBneHHOM K/MHUMYECKOM ciy4vae y pebeHKa
C BblpaXeHHOM HapacTatoLwen HENTPONEHUEN NNeYeHne Obl1o
HanpaB/IEHO Ha KynupoBaHWe MHGOEKLMOHHOro npolecca
N cTumynsaumio nemkonoasda -KCP B gose ao 10 MKr/Kr
MHOrOKpaTHO, YAOBNETBOPUTENbHbIE Pe3yNbTaTbl HACTYNUIN
nocsie 5 Mec X13Hu.

OnucaHbl BO3MOXHOCTH Tepanuu I'lb ¢ nomouwbio npu-
MEHEHMS afeHOoacCoLMUMPOBaAHHbLIX BUPYCHbIX BEKTOPOB
N9 BBEAEHUS TpaHC/IOKa3bl MOK030-6-dpocdarta 1 TpaHe-
nnaHTauun renatounToB ANa ynydleHUs MeTaboM4yeCcKux
nokasatenew [16]. lNpeaBapuTenbHble pe3ynbTatbl UCMbI-
TaHWM Ha XMUBOTHbIX OKasaliuCb MHOroobelaloLlmnmu,
YTO nMpeanofaraeT UCMob30BaHWe reHHOW Tepanuu B nep-
CMEKTUBE Y N0JEN.

3AK/TIOYEHUE

b — Ta)enaa reHetTMyeckas naTtonorus, umetowas
BapnabenbHOCTb B KIMHUYECKUX MPOABAEHUAX. TPYAHOCTH
MOJIEKYNAPHO-FTEHETUYECKOW AMArHOCTUKKU AaHHOro 3ab6o-
neBaHusa, a Takxe anddepeHUManbHON AMArHOCTUKM
MeXAay TUMamu rUMKOreHoBOW 6O0JIE3HW MOBbLIWAT PUCK
[ONylUEeHNss OWNBKM B OLEHKE MPOrHo3a M Ha3HaydeHuwu
fanbHenwen tepanun. CBOeBpeMEHHOE M ONTUMalbHO
noaxogsuiee neyeHne no3BoauT nauueHtam c b coxpa-
HUTb KQ4€CTBO XU3HM.
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KPATKUE COOBLUEHUSA

UWHOOPMUPOBAHHOE COIJIACHE

Mpu nocTynneHun B cTauuoHap Mama pebeHKka nop-
nucana MHGOPMUPOBAHHOE COrNacue Ha WCMNosib30BaHWe
nepcoHanbHbIX AaHHbIX. B JaHHOW cTaTbe AaHHble pebeHKa
MaKCUMasibHO [1eNepPCOoHaIN3MPOBaHbI.

INFORMED CONSENT

Upon admission to the hospital, the child’s mother
signed an informed consent to the use of personal data. The
child’s data is maximally depersonalized.
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