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AHHOTaNMsA

Bonesur Ilomme mpencraBiseT cobOd C/IOKHOE TeHEeTHYeCKoe ayTOCOMHO-peLieCCHBHOe 3abosieBaHMe, BBI3BAHHOE
MyTarysiMi B TeHe GAA, Kogupyromuil ¢epMeHT KHUCIyI0 asb(a-TIFoKO3K/[a3y, YUacTBYIOIIMI B pacIlelyieHnH IVIMKOTeHa
JIM30CcOoMaMu. B 1laHHOM cTaThe paccMaTprBaeTCsl YHUKa/IbHas KIMHUUeCcKast KapTHHA MulazieHueckor (opmel 6ose3nu [owmrre,
BBISIBJIEHHOM B BO3pacTe 3 MecsleB J>KW3HW. [IaHHBIA pa3dop KIMHUUYECKOTo Ciyuas TpejcTaBiseT coboi rmybokoe
WCCIe/i0BaHUe MY/IBTUCHUCTEMHBIX TIpo6ieM y pebeHKa, I0O[uepKuBas BaXHOCTb paHHel TeHeTHUeCKOW AWarHOCTUKU U
(hepMeHTO3aMeCTHUTeNbHOM Tepanuu. Llens uccnefoBaHusT — U3YUUTh KJIMHUUECKUe, JUarHOCTUYeCKHe U TepareBTUYecKue
ocobeHHOCTH HH(AHTUIBHOH HopMbl Gose3HU ITomrle Ha rIpUMepe peAKoro KIMUHWYeCKOro Ciydvasi.

KioueBbie cioBa: 0Gosie3nb Ilomrme, 0o/ie3HM HaKOIUJIEHUs, TJIMKOTeHO3 2 Tuma, Aeduimr GAA, pebunut anbda-
[TFOKO3K/1a3bl.
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Pompe disease is a complex autosomal recessive genetic disorder caused by mutations in the GAA gene, which encodes
the enzyme acid alpha-glucosidase, involved in the breakdown of glycogen by lysosomes. This article examines the unique
clinical picture of infantile Pompe disease, diagnosed at 3 months of age. This case study provides an in-depth examination of
multisystem problems in a child, highlighting the importance of early genetic diagnosis and enzyme replacement therapy. The
aim of the study is to examine the clinical, diagnostic and therapeutic traits of infantile Pompe disease on the basis of a rare
clinical case.

Keywords: Pompe disease, storage diseases, type 2 glycogenosis, GAA deficiency, alpha-glucosidase deficiency.

Beegenue

JIuzocomMHbIe 00/IE3HM HAKOIUIEHWs] — 3TO TETEPOreHHas TPyINa HacAeACTBEHHBIX MeTaboMMyecKuX 3abosieBaHUM,
XapaKTepHU3YIOIMXCsl TPOTrPeCcCUpYIONiel K/IeTOUHOM JucyYHKIMeld M CUCTeMHBIMU TIPOSIBJIEHUSIMH BCJIe/ICTBHE fAedulnTa
JIM30COMHBIX (DePMEHTOB M HAKOTUIEHUsI HepaclleryieHHbIX cybcrpatoB. Cpeau HUX 6ose3nb [Tomme (rmukoreHno3s I tuma) —
CJIOXKHOE Hac/Ie/ICTBeHHOe 3ab0/eBaHye, OTHOCSIeecs: K IPYIINe JTM30COMHBIX Oosie3Heli HaKOTUIeHUsI M XapaKTepu3yoleecs
MO/IMCUCTEMHBIM TTOpaykeHneM. Oco0yro K/IMHUYECKYI0 3HAauMMOCTh TPE/CTaB/sieT MiajieHueckass ¢opma 3aboseBaHus,
TIPOSIBJISIFOIIIASICS  BBIDA)KEHHOW  OpraHHOW JUCQYHKIMEeH U  MY/IbTUCHUCTEMHBIM BOBJIEUeHHEM, UTO OIpefessier
HeO/IaronpusTHeIM TPOrHO3 /st marueHToB [1]. Dnujemuonornyeckass cutyanusi o Oosesnu [omme B Poccuiickoit
depepali HEJOCTAaTOYHO H3yuyeHa. PervCTpUpYIOTCS JIMIIL OTJe/bHble CIyudad, 4TO 3aTPYJHsSeT OIpefiesieHre TOYHOH
YacTOThl BCTPEUaeMOCTH 3abosieBaHusl. B MUpOBOI /TUTepaType cCyMMapHast 4acToTa Bcex (opm Oose3nu TTomrie OLjeHUBaeTCst
kak 1:40 000 [2].

Bone3ns ITomne npezcraesnsieT cob0il pefkoe TeHeTHUECKOe PacCTPOWCTBO, HacjaeqyeMoe 10 ayTOCOMHO-PeLieCCUBHOMY
tuny. [IprunHOl 3abosieBaHust SIBJISIFOTCST MyTallMM B Te€He, OTBEYAIOIIEM 3a CHMHTe3 (hepMeHTa KUC/IOHN anbga-IIoKO31a3kl
(GAA), xoTOpbIii JIOKanM30BaH Ha yvactke 17925 xpomocombl [3]. OCHOBHBIM MeXaHW3MOM pa3utus Oosiesnu [lTomme
SIBJISIETCS T1aTOJIOTMYECKOE OT/IOKEHWE IJIMKOTeHA B PA3/IMUHbIX OpPraHax M TKaHsX, MPU 3TOM HAuOOJbIIEMY MOPaXKEHUIO
TMO/IBEPTralOTCs: Cep/ieuHast MbIIIIA, CKeJIeTHas U [Via[Kasi MyCcKynatypa. V3HauaibHO 3abosieBaHre K1acCUu(UIMPOBAIOCh KAk
MepBUYHO-MBIIIIEYHOe, OHAKO COBPEeMeHHbIe HCCJIeJOBaHMs PaCIIVPU/IN TIpe/iCTaBlIeHNe O ero raTroreHese, BHISIBUB BIIMSHHE
Ha JHJOTeNManbHble KIeTKH M MOTOHeHpOHBL. HakorjleHWe IIMKOreHa B LIEHTPAaJbHOM HEPBHOW CHCTeMe TIPUBOJWT K
Pa3BUTHIO KacKasla MaToIOrMUeCcKrX MpOLeCCoB, BKIIFOUasi HeHpozereHepaLyio, BaCKY/IONaTHIO M KOTHUTHBHBIE PAaCCTPOWCTRA,
YTO TIOATBEP)KIAeT MYJIBTUCUCTEMHOe BoBieueHue [4]. [lpixaTenbHasi AMCGOYHKIMS, YacTO BCTPEUANOIasiCs TpU 0ose3HH
ITomrie, oOyc/ioB/IeHa KOMIUIEKCHBIM TIOPa)XEHWEM, BKJIFOUAIOIIMM He TOJBKO MBIIIEYHYI0 €1aboCTb, HO U CTPYKTYpHbIE U
(yHKLMOHATbHBIE U3MeHeHHs B IPOKCUMAJIbHBIX U AUCTA/IbHBIX [IbIXaTe/IbHBIX MyTsX [5].

[Mporpeccupyioiljee TeueHWe SIBSETCS XapaKTePHOW OCOOeHHOCThIO 6ose3nu Ilomme, TIpU  3TOM  BbIJEJSIFOT
VHGAHTWIBHYIO U B3DPOC/IYI0 (JOPMBI, OT/IMUAIOIIMECS BpeMeHeM MaHH(eCTalid U TSDKeCThI0 KIMHWYeCKUX TTPOSIBIEHUM.
WudanTHIBHas GopMa, Ae0ITHUpYIOIasi B TiepBble MeCsLbl KU3HH, XapaKTepu3yeTcss Haubosiee arpecCHBHBIM TeUeHHWeM U
BBICOKOM JIETAJIbHOCTBIO B TeueHHe TepBOro rofa u3Hu. K 0CHOBHBIM KIMHWYECKUM TIPOSIB/IEHWSIM MH(AHTHIBHON (HOPMBI
OTHOCST: BBIDAKEHHYIO MBIIIEUHYIO0 €/1ab0CTh, TIPUBOASAINAS K reHepajd30BaHHOM TWIIOTOHWH, 3aZiepKKy (OPMHUpPOBaHMUS
JIBUTaTe/IbHBIX HaBBIKOB, MOBBIIIEHHYI0 BOCIIPUMMUYMBOCTL K PeCIUPaTOPHBIM MHGEKIUSIM, AbIXaTelbHYH HeJ0CTaTOUHOCTh,
KapJuoMerasuto, TUIepTpoduuecKyr0 KapJUOMHOIATHIO C Pa3BUTHEM Cep/leuHON HeJJ0CTaTOUHOCTH, relaToCryieHOMerasuko,
a Takke Makporioccuio [6]. B HEKOTOpBIX cyuasx TUMepTpodHuecKas KapAWOMHONATHs Pa3BUBAeTCsl BHyTpUyTpoOHO. be3
3aMeCTUTebHOM (hepMEeHTHOM Teparuu, 3abo/ieBaHue ObICTPO MPOTPeCCUPYET, U MaLMeHThl 00bIUHO YMUPAOT Ha TIEPBOM Ty
SKU3HU [4].

K OCHOBHBEIM MeTofjaM JMarHOCTHKH, TOMHUMO JleTalbHO COOPaHHOrO aHaMHe3a >KHU3HU U 3ab0/ieBaHMs, OTHOCST TaKKe
slabopaTopHble ¥ MOJIEKY/ISIPHO-TeHeTHUeCKre MeTojbl uccienoBanus. Ocoboe BHUMaHWE VESeTCs HaIUYWI0 CydaeB
6one3uu Ilomre WM APyryuX reHeTUUeCKUX 3abosieBaHuii B cembe. Crie[lyeT YTOUHHTb HaMUME HEOOBSICHUMBIX CMEpPTeH B
M/ajieHuecKoM Bo3pacTe. Oripefie/ieHNe aKTUBHOCTM KHC/IOW anb(a-T/IoKo3Mjasbl B MATHAX BBICYLIEHHOM KPOBU METO/IOM
TaH/IeMHOW MacCC-CTIIeKTPOMETPHUM SIB/IsieTCs 3(heKTUBHBIM U TIePCIIEKTUBHBIM MOJXO/0M [jisi CKpUHUHTA Oosie3nu Ilomrie,
006/1a/]at0LMM BBICOKON UYBCTBUTEIBHOCTBIO M cCreluduuHocTeio. [Ipyu vHbaHTUMBHON (opMe 3abo0seBaHUs aKTUBHOCTD
KUAC/ION asnb(a-TIoKo31/1a3bl 3HAUUTENBHO CHIKaeTcs: (MeHee 10% ot Hopwmbl) [7]. Tlpu 6Gosesnu IMomre HabmropaeTcs
roBbIieHHe ypoBHs1 KpeatnHpocdoknHasbl (KPK) B KpOBHW, UTO CBUIETENBCTBYEeT O Pa3pyIIeHHH MBIIIEYHBIX KIIeTOK
(MuorMTONMM3e), a TaKKe TIOBLIINIEHHOE BhIZIeJieHHe TeTpacaxapy/a mioko3bl (Glc4) c mouoii [8].

Ilpy BBLISBNEHWW CHIKEHHON AaKTMBHOCTH KHUC/IOW aib(a-IIFOKO3WAa3bl BCEM MaldeHTaM HeoOXOAUMO TPOBOJUTH
MOJIeKY/ISIDHO-TeHeTHUeCcKoe ncciieoBaHue reHa GAA. [y oOHapy»KeHUs TOUeUHBIX MyTaLMii B 3TOM reHe Hanbosee TOYHBIM
METOJOM CUMTaeTcsl MpsMoe CceKBeHHpoBaHMe M0 C3Hrepy, KOTOpoe SIB/IsSIeTCS «30JI0TBIM cTaHAapTom». Next Generation
Sequencing (NGS) TexHosiorusi M03BOJISIET OJHOBPEMEHHO CEeKBEHHPOBaTb BCe 3K30HbI reHa GAA, 4UTO 3HAUUTE/IbHO
yBe/UUMBaeT CKOpPoCTh U 3¢dekTrBHOCTL aHaim3a [9]. CekBeHMpOBaHHE HOBOTO TIOKOJIEHHS SIB/ISIETCS TIOe3HBIM [Jist
BLISIB/IEHWS] DeIKHUX W paHee He OMUCaHHBIX MyTaruid. CyllecTBYIOT pa3iuuHble BapuaHThl NGS, BK/IIOuUasi TapreTHOe
CeKBeHWpOBaHUe (aHanu3 TOMBKO TeHa GAA) M CeKBEHMpPOBaHHe BCEro 3K30Ma, UTO TI03BOJISieT OJHOBDPEMEHHO BHISBIISITH
MyTaLuy B reHe GAA U IpyTUX reHaX, aCCOLMAPOBAHHBIX C JIM30COMHBIMU 60/1€3HSIMH HAKOTI/IEHHSI.

Ha ceropHsimHUE [1eHb OCHOBOM MMAaTOTeHETHYeCKOM Teparuu siBsieTcsi (hepMeHTO3aMeCTHTeNbHasi Teparus. IlepBbiM
TperapaToM, TMOMYYMBIIMM of0o0peHre, cTaja aariioKosduza3a anbGa B 2006 roay [10]. KnuHuueckuwe WcCCieqOBaHUS
JIEMOHCTPUPYIOT, UTO TpUMeHEeHWe [aHHOTO Tperapara y MaleHTOB C Oosie3Hbto I[lomrie MpUBOAUT K CYIeCTBEHHOMY
YBEJIMUEHUIO TPOJIOJDKUTEIBHOCTH KU3HM, a TaKkKe K YAYULIeHWI0 TepeHOCUMOCTH (M3UYecKUX Harpy3ok (yBeJHueHHIo
JUCTaHLIUM XOAbOBI) W CTAaOWIM3aIMU JIETOUHOM (YHKIMM, UTO OCOOEHHO aKTya/lbHO TPU COMYTCTBYIOIEH JIETOUHOM
HepnoctarouHoctu [10], [11]. BHyTprBeHHOe BBe/leHHe anrTtoKo3ua3el anb(a pekoMeHAyeTcs B fjo3e 20 MI/KT OAUH pa3 B /IBe
Hezmenu [12].

HHeopmuposarHoe coznacue Ha nybaukayuro
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OT 3aKOHHOTO TIPeACTaBUTeNsl TalldeHTa IIOyYeHO IHMCbMEHHOe WH(OPMUPOBAHHOE COIVIache Ha IMyOJIMKaLfo
TepCoHaILHOM MeULIMHCKON NHpOPMaLMK B 00e3/TMueHHON Gopme.

Knuanyeckoe HabmopeHne

PebeHoK oT 3 GepeMeHHOCTH, IpOTeKaBIlel Ha (oHe aHeMUH, pofbl cpouHble B 39 Hefenb. [Ipy poxkzeHHUH: Macca Tena
4014 rpammM, poct 56 cm. IIpeHaransHo Ha 32 Hefenu GepeMeHHOCTH ObLT JMAarHOCTUPOBAaH BPOXKAEHHBIM MOPOK Cep/iia
(BIIC). ITaiuenT A. poxxzaeH B oktsiope 2024 roga B ®I'BY «HMUILI akyiiepcTBa, TMHEKOJIOTHA U TIEPUHATOIOTMHA UMEHHU
akaziemuka B.W. KynakoBa». COCTOsiHME TIPH POXKJEHWM OTHOCHTEIbHO CTabWIbHOe, TO miKase Amrap 7-8 6amios, BIIC
TIO/ITBEP>K/IEH, OTIePAaTUBHOTO jieueHust He TpeboBaniock. B repuos HoBopoxkaeHHOCTH 06c/ieioBad B ycioBusix ®T'BY HMUILL
cepeuHo-cocyucTol xupypruu uMeHu A.H.Bakynesa. Boin BeicTaB/eH auarnos: BIIC: Hej0CcTaTOUHOCTh TPUKYCIHATBHOTO
KjarnaHa 3 crereHH, fAedeKT MeXIpeiCepAHON Teperopofky, OTKPBLITHI apTephasbHBIA TPOTOK, THIOMJIA3Usl JIeTOUHOM
apTepyH, HeI0CTaTOYHOCTb KPOBOOOpallieHust 2A crerneHy, QyHKIMOHAIBHBIN Kacc 2 o knaccudukarpm NYHA.

ITpn poXzeHUH U B IepHo[, HOBOPOXKAEHHOCTH Y MaljieHTa Habsrofanach BbIpakeHHas! TeHepaiu30BaHHas MbIIeyHast
TUIIOTOHMSI, TIPOSIBJISTIOIAsICS O0Leld BS/IOCTBIO, 3HAUUTE/IBHO CHIDKEHHBIM COIIPOTHBJIEHHEM TIPH NACCHBHBIX [BIKEHUSX B
KOHEUHOCTSIX, a TaKke ¢/aboil CrIOCOOHOCTBIO YyAepKHUBaTh TOJIOBY. HeBpONOrWYecKWid CTaTyC XapaKTeph30BasICs
runopediekcuel, BKJFOUasi Bs/Tble CYXOXKWIbHBbIE pedieKChl, UTO CBHETEILCTBOBA/O O TIOPaKeHWH TepudeprudecKkoro
HelpOMBILLIEYHOro ammapara. IlapajokcaabHO, HO Ha (oHe o0mieldl MBIIIeyHOH €/1aboCTH OTMeuanach TICEeBAOrUnepTpodus,
MIPerMYIeCTBEHHO MKPOHOXKHBIX MBIIIL], KOTOpbIe MPH Ma/iblaljiy ONpeJessich Kak IJIOTHbIE, UTO SIB/SeTCS XapaKTepHbIM
TIPHU3HAKOM [|/Isl HapylLleHud MeTabosiM3Ma IIMKOTeHa B MBILIEYHOW TKaHW. TPyAHOCTH C KOpM/IeHHeM Obld 00yCIOBJIEHBI
Jucdarvel, CBSI3aHHON C MBIIIEYHOM €71ab0CThIO IVIOTKH, FTOPTaHU U si3blKa. PebeHOK OBICTPO ycTaBas IPY akTe COCAHUs, UTO
TpeboBano [IUTe/NbHBIX T1ay3 AJIsl BOCCTAHOBIeHUs CWI. Hapsiy ¢ 3THMM TPyJHOCTSIMH, OTMEYaJMCh YacThble CPbIrMBaHM,
ycyryOssitoliie pUCK acnvpald W 3aTpPyJHSIOLMe TOAZep)kKaHWe HYTPUTHUBHOrO cTaryca. Habmogamuce Smr30fbI
TIOBEPXHOCTHOTO JbIXaHWsI U TIePUONUeCKH BO3HUKAIOLAsl O/BIIIKA, UTO OBIIO CBSI3aHO Kak C 00Ieil MbleyHol ¢1aboCThio,
Tak ¥ c comyrcrByoumM BIIC. IToMMMO yKa3aHHBIX TpOSiBJieHWH, TpU OOBEKTUBHOM OCMOTpe TakKKe OTMedasach
reraToMerasiusl.

B cBSI3M C OTATOIEHHBIM HAC/IeACTBEHHBIM aHAMHE30M, OOLEKTHBHBIM OCMOTPOM U JIaHHBIMU J1TaDOPaTOPHBIX METO/OB
WCCefoBaHus B ycioBusix jaboparopun ®T'BY «HMMUL] akyiiepcTBa, TMHEKOJIOTMY M TIEPUHATOJIOTUM WMEHH aKafleMHKa
B.U. KynakoBa» B fjekabpe 2024 roja BBHINOJHEHO TMO/THOe CeKBeHUPOBaHHe 3k30Ma. OOHapy)KeHO 2 BepOSITHO MaTOreHHbBIX
BapuaHTa HyKJIeOTUAHOM rociefoBaresibHOCTH (€.1822C> T; ¢.2189+1G> A) B reHe GAA.

B c¢espane 2025 roga B ycioBusiX JabopaTopuM Hac/e[CTBEHHbIX Oosne3Heli obdmeHa Bemiecte ®I'BHY «Meavko-
lenetviueckuit Hayuneiii Llentp Mmenun Axazsemuka H.II. BoukoBa» BbIMONHEHa SH3MMOJMArHOCTHKA: TI0 pe3y/bTaTaM
WICC/IeZIOBaHMS BbISIBJIEHO CHIDKEHMe aKTUBHOCTH asnbda-Tioko3uaasel-0,3 MKM/n.4 ipu HopMe 1-25 MKM/m.4.

B mapre 2025 roga B yciousx ®T'BHY «MI'HII» mMeTofoM MacCOBOTO Mapasiie/ibHOTO CeKBeHWPOBAHUS Ha mpubope
Mlumina NextSeq mpoBeneH mosHBIA aHamu3 reHa GAA. BbisgBieHbl BapHaHTHI: ONMCAHHBIA paHee KaK IaTOTeHHBIH
(HGMD_ID CMO082738) BapHaHT HYK/JEOTHAHOU IOC/IeOBaTeNILHOCTH B 3K30oMe 13 reHa GAA (chr17:80112645C> T) B
TeTepO3UrOTHOM  COCTOSIHMM,  TPUBOJALIMM K TIOABJEHUIO  TIPeXXAEeBPeMEHHOr0  TepMUHHPYIOIero  KoJoHa
(NM_000152.5:c.1822C>T,q.(Arg608*)). BrisiBieH omucaHHbIi paHee kak mnaroreHHeli (HGMD_ID CS083933) BapuaHT
HYKJIEOTHUIHOW T0C/IefoBaTe/lbHOCTU B JIOHODHOM caiiTe criiaiicuHra, uHTpoHe 15 reHa GAA (chrl17:80113367G>A) B
reTepo3rUroTHOM COCTOSTHWM, TIPUBOZASIINI K HyK/1eoTuiHOM 3ameHe (NM_000152.5: c.2189+1 G> A).

Taxxe B Mapte 2025 rozia B ycyioBusix Jiaboparopuu cenektuBHOro ckpunudra ®I'BHY «MI'HI]» B paMKax HayuHbIX
nccnenoBannii Metogom BOXKX-MC/MC nipoBesieHO ompefenieHre kKoHijeHTpaimy Glc4 (TeTpacaxapwy IVIFOKO3BI) B MOUe.
Konnentpanus Glc4 cocraBuna: 56,91 MMob/Momb KpeaTHHUHA 1TpU HopMe 2,4—16,2 MMOJTB/MOJTb KpeaTHHKHA.

Ba)kHO, UTO BBISIBIEHHbIe MYyTal[d paHee ObUTM OIMMCAHBI B HAYYHOW JIUTEpaType, UTO MpeATosaraeT MOTeHMaabHY0
TeHOTUI-(DEHOTUITNYECKYI0 KOppessiLiiio. [eTepo3sUroTHOe COCTOSIHME STHX MyTaluil yKas3blBaeT Ha HOCUTENbCTBO MU
TIOTEHL[UAbHYI0 CeMelHYl0 TIeHeTHUUecKylo IIpeJpacliofioKeHHOCTb. [laHHble TeHeTHYeCKWe MyTalid TNPUBOJAT K
3HaUMTE/IbHOMY CHIKEeHHIO (PyHKI[MOHA/IbHOM aKTUBHOCTH (epMeHTa anb(a-Ioko3ujassl. B pesysnbrare 3TOro HapylaeTcs
TMIPOLiecC paclerieHns NIMKOreHa B JIM30COMax, U OH HauMHaeT HAKAIIMBaThbCsl B 3TUX OpraHe/ulax, BbI3bIBasi UX MeperpysKy U
K/IeTOuHyl0 AuchyHKipo. TeueHue OoMe3HM OKasalo CyleCTBEHHOe BJMsSHWE Ha Pa3sBUTHE HEPBHO-MBILIEUHON CHCTEMBI
naygueHTa. KinvHudeckue HaOmMOLeHUsT TIOCTOSHHO OTMEYad MBILIEUHYH0 TUIIOTOHHUIO, CHYDKEHWE MBIIIEYHOrO TOHyCa M
MPOTPeCCUPYIOLIYI0 ¢1abocTh. Y TalpieHTa Hab/moanach 3HaUUTe bHAsE 3a/leP>KKa JBUraTeNbHOTO Pa3BUTHs, TUTMYHAS AJIs
paHHero Hauajia 6one3Hu [Tomre.

Habmopancss reHetvkoM ¢ juarHosoMm: bose3ns Ilomme, HeoHaranbHasi (opma, ayTOCOMHO-DELIeCCHBHBIA THUII
Hac/e[j0BaHus, C NopakeHueM cepzua (rureprpoguyeckas kappuomuonarusi), )KKT (remaromeranvsi). BepHyBummce gomoit
MOSIBU/IACh OfBIIIKA, CYXOW Kalllesb, 1ab0CTh, CHW)KeHHe Macchl Tesia. B mapte 2025 rofa ObUIM TrOCHMTaIM3UPOBaHbI B
otaeneHre peaHnMaru U uHTeHcuBHOW Teparuu ['BY3 CK «[IKB um. I'K. dumwmmrickoro» r. CraBporonb. IIpoBeseHa
TeJIeMeJIMIIUHCKass KoHcynbTaiuss ¢ HMUI] wm. B.A. AnmMasoBa: MOATBepXKIeH auarHo3 6Gosesnu I[lomre, obocHOBaHa
Heo6XoAMMOCTh (hepMeHTO3aMeCTUTe/IbHOM Teparuu ajriroKo3u1a30i anbda no cxeme: 20 MI/KT KaXbie 2 HeJesH.

Ins nanbHediiero jneueHuss u HabmropeHus maiueHT Obi1 mepeBesiedn B ['BY3 CK KIKB r. CraBpormosib OT/eneHHe
Kap/IMOJIOTUU ¥ PEBMATOJIOTHH, T7e B AabHeNIleM MPOBOAMIUCEH 1abopaTOpHO-UHCTPYMEHTAIbHbIE METO/IbI UCC/IEI0BAHMS, a
TaKKe IaToreHeTUYecKasl U CHMIITOMaruuecKas Tepanusl. BbUIo BBIMONHEHO peHTreHorpaduueckoe UCC/IefloBaHUe OPraHoB
TPYLHOM KJIETKH, I7ie BbIsIB/IEHb] IPHU3HAKU CTYIL|eHNs] IETOYHOTO PUCYHKa B MPOEKLMU S3 MPaBoro JIErKOro; peHTreHNIPHU3HAKU
pe3Ko BhIpDayKEHHOM Kap/juoMeraany; TeHb cepAlia pe3ko paciipeHa B roriepeunrike, KTU= 0,71 (puc. 1).
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PucyHok 1 - PenTtrenorpacdusi opraHoB rpyfHO# KiieTku Ha MoMeHT rocriimtanu3auyi B 'BY3 CK KIKB r. CraBponions
DOI: https://doi.org/10.60797/IRJ.2025.162.10.1

B anpene 2025 roga npoBeieHO NepBoe BHYTPHMBEHHOE BBe/IeHHE aIIIOKO3WAa3bl anbda B f03upoBke 20 MI/KI MacChl
TeJla OOVH pa3 B [JBe Hefend. Taxke B Tepanvio Oblld BK/IIOUEHBI CreZyIOIIMe TpelapaThl: MMAPOX/IOPOTHA3HU,
CTMPOHOJIAKTOH, Ka/IMsl acfiaparuHaT + MarHusi acriaparvHart, SHaslarpwl, IpeHU30JI0H U XJI0PONMPaMUH OfIHOKPaTHO.

IMocnenyromiasi pepmeHTO3aMecTUTebHAsT Tepanust ¢ uroHS 2025 Tofa OCYyIecTB/s/Iach TperapaToM aBar/IFOKO3Ha3a
anbda. [Tepexon Ha JaHHBIN Mperiapart, CTaa BO3MOXeH 6iarofapst ero BbijeneHuto U3 OoHJA MOAJEPKKU JeTel C THKETbIMU
JKU3HEYTPOXKAFOLMMK U XDOHUYECKUMH 3a00/1eBaHUSIMHY, B TOM UUC/Ie pegKUMu (opdaHHBIMU) 3a60/eBaHusiMu «Kpyr gobpax.
O1o pemieHre ObI0 06YC/IOBIEHO KaK JOCTYITHOCTBIO HOBOTO Tperapara uepe3 (OHA, TaK M €ro Y/Iy4lleHHBIM
(hapmakosioruueckuM Ipo¢uieM (yBelMUeHHOEe COfiep)KaHWe OCTAaTKOB MaHHO030-6-ocgara), uto obecrieunBaer Oonee
3¢¢deKTUBHBIA 3axBaT (epMeHTa K/eTKaMHd ¢ IIOTeHLMaAbHO JIy4Illyl0 KJIMHUYecKylo 3ddekTuBHOCTb. IIpemnapar
aBa/IlItOKO3u/lasa asab(a NpUMeHs/ICS B ero cTaH/apTHOM TepameBTHUeckod /103upoBKe 40 MI/Kr Ha 1 BBefieHHe Kax[ble /iBe
HeJle/u.

Ha done mnpoBopumoii QepmMeHTO3aMeCTHTEBEHON Tepanuy IperapaTtoM aBasllIFoKo3Wzasa anbda Habsrozanach
TIOJIOKUTeNIbHAsE JUHaMHMKa CO CTODOHBI CepAeYHO-COCYZMCTON CHCTeMBbI, NPOSIBIISIIOIIASACS B Y/IYULIEHHH COKPaTUTeTbHOU
(YHKLMM MHOKapa JIEBOTO JKeMy[ouKa, O UeM CBHJETe/bCTByeT yBeaudeHue ¢pakuyu Beibpoca (PB). CornacHo JaHHBIM
3x0KT, ®B no Teicholz Bo3pocna ¢ 43% (mapt 2025 roga) go 63% (okts6ps 2025 roga), a @B mo Simpson — ¢ 45% 10 61%
3a TOT e mepuof, (puc. 2). Kpome TOro, oTMe4anoch yMeHbllIeHHe CTeleHH JIerOYHOM TUIepTeH3Ud B Mepuof C MapTa Io
okTsi06pb 2025 ropa: cuCToMMUeCcKoe AaBeHye B JIErOUHOM apTepun cHU3UI0Ch ¢ 47 mm/Hg no 33 mm/Hg (puc. 3).
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B ®pakuma esibpoca no Teicholz B ®pakuma seiBpoca no Simpson

PucyHok 2 - TToka3arenu 3x0-KI™ (ppakuus Beibpoca 1o Teicholz u Simpson) B AriHamuike
DOI: https://doi.org/10.60797/IRJ.2025.162.10.2
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PucyHok 3 - ITokasarenu Oxo-KI' (cucTonuyeckoe JaBjieHe B JIETOUHON apTepun) B TUHAMUKe
DOI: https://doi.org/10.60797/IRJ.2025.162.10.3

Co croponbl mokasareneii kpou (AJIT, ACT, KOK, KOK — MB, NT-proBNP) Habsofanace JUHAMHKa CHUXKEHUS
MoKasaTesiell, uTo CBU/ETeSLCTBYeT 00 y/aydilleHUH MeTabo/JMUeckoro COCTOSIHHMsSI KapAWOMMOLIUTOB M CTaOWIM3aljuu
reMofIiHAMUYeCKHX ToKa3aresiei (Tabs. 1). Ocobo ciefyeT OTMETUTh 3HAUMTEIBHOE yMeHbIleHHe KoHIleHTpariud NT-proBNP
c 10822,0 nir/mn mo 24,7 nr/mi, 4TO CBUIETENLCTBYET 00 ynyulieHUd (QYHKI[MOHAJBHOTO COCTOSTHUSI CEpJLla U CHIDKEHUH
neperpy3kKu 00beMoM.

Tabnwiia 1 - BuoXxuMUUecKre NMoKas3aTed KPOBU B TUHAMUKE

DOI: https://doi.org/10.60797/IRJ.2025.162.10.4

Tlara AJIT, e/m; ACT, e/m; K@K, e/n; | KPK - MB, e/m; NT:;;;ENP’
N=0-33 N=0-37 N=39-308 N=0-25 N=0-320
Anpenb 2025 234 436 1105 51 10822,0
roza
Wrons 2025 ropa 160 418 1167 41 9833,0
Asrycr 2025 89 300 995 41 2232,0
roza
OkTs16ps 2025 81 324 1175 29 24,7
roza

IMpumeuanue: AJIT - anaHuHamuHompaHcgepaza, ACT - acnapmamamuHompancgepasza, KPK - kpeamuHpocgokurnaza, KPK
- MB - kpeamungocgokunaza-MB, NT-proBNP - mo3z080li Hamputlypemuueckuli nenmud, N - HOpMd/ibHble 3HaueHus

3ak/ioueHue

[MpescTaBneHHOe KIMHUUECKOe Hab/IojeHHe JeMOHCTPUPYET reTepOreHHOCTh KITMHUUECKUX TIPOSIBIeHUN UH(MAHTUITHHOM
thopmnbl 6ose3nu TTomme v HEOOXOJUMOCTL KOMILJIEKCHOTO TIO/[X0/la K IUAarHOCTUKe U jneueHnto. Hecmotps Ha Hamuuue BIIC,
JVarHOCTUPOBAaHHOTO aHTEeHaTalbHO, 3arofi03pUTh MeTabonnuueckoe 3abo/eBaHKe YIAA0Ch /UMb TOCTe POXKAEHHS.
[IpyuMeHeHWe COBPEMEHHBIX METO/J0B T'€HeTHUeCKOM M OMOXMMHUECKOM [UAarHOCTHUKU TIO3BOJIA/IO TOATBEPAUTH AUArHO3 U
CBOEBPEMEHHO HauaTh (PepMEHTO3aMEeCTUTE/IbHYI0 Teparuio, UTO TPHUBEN0 K YAYUIIeHWIO CEepAeUHON (QYHKIMU U
MeTabo/MuecKoro craryca mnanyeHTta. OfIHaKO COXPaHSIIOIIEeCs TPU3HAKK KapJUOMUOTIaTUH U HeoOXO[UMOCTD JJTUTEEHOTO
HaOJTI0/IeHrsT TTOAUePKUBAIOT HeOOXOIUMOCTD JlabHeHIINX MCC/IeI0BaHUN B 00/1aCTH TIaToreHe3a U JieueHus: bosie3nu [Tomrie.
KpaiiHe Ba)kHa TaKKe JOCTYIHOCTb hepMeHTO3aMeCTUTeIbHON Tepariviy U MY/JITUAUCLIUTIMHAPHBIH MTOX0/, K BeJIeHHUI0 TaKUX
TaLeHToB.
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