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AHHOTAIIUA

Beenenue. lndanTuiabhas popma 6onesnu ITomne — nporpeccupytomiee U GpatanpHoe 3a00JeBaHKUE IPH OTCY TCTBHUH NATOT€HETHYECKOT0
nevyeHust. OepMEHTO3aMECTHTEINIbHAS Tepanusi peKOMOMHAHTHOMN YelI0BEYECKOil KHCION anbda-IiIroK031uaa30i SBIsSETCS ClIOCOO0OM Jede-
HUS, YBEJIMYMBAIOLIMM [IPOJOJKUTEIIFHOCTD KHU3HHU NAllMEHTOB IPU PaHHEl AMarHOCTHKE U CBOEBPEMEHHOM cTapTe Tepanud. Onucanue
KJIMHUYECKOro ciy4dasi. PeOCHOK B BO3pacTe 5 MecsleB JOCTABICH B KapAHOJIOIHYECKOE OTIEJICHHE B TOCYJapCTBEHHOE OIOKETHOE
YUpEXICHHUE 3paBOOXpaHEeHHUs «JleTckas pecrnyOinKaHCKas KIMHUYecKas 0oibHUIIa» MHHHCTEPCTBA 3paBOOXpaHEeHUs PecnyOnuku
TatapcTaH 15 00CICI0BAHUS U YTOUHEHHUS TUAarHo3a. POIMTENN MAaIIMEHTKHU JKaJIOBAINCh Ha €ro OZIBILIKY, MAJIONPOAYKTHBHbII Kalllelb,
L[HaHO3 HOCOT'YOHOT0 TPEYToIbHUKA PU OECIIOKOUCTBE, CI1ab0CTh, BSUIOCTH IPU KOPMJICHHH I'PYABIO, 4 TAK)KE CHU)KCHUE allleTUTAa BIUIOTh
JI0 OTKa3a OT ¢/ibl, HOCTOSIHHO YBEIWYEHHBIN s3bIK. [Ipi ocMOTpe 0OHapyKeHa MAaKPOIJIOCCHS U TMIIEPCATHBALUS, ICEBIOTUIEPTPOdhHUs
MKPOHOXHBIX MBIIIII, O/BIIIKA C YYaCTHEM BCIOMOIaTeIbHON MYCKYJIaTyphl, renaroMeranus, 1uddysHas MpiiiedHas runotosus. Jlado-
paTopHBIC UCCIIEIOBAHMUS BBISIBUIIM Y ALMEHTKHU yBEIMYCHHE YPOBHS aJJaHHHaMHHOTpaHcdepassl 6osee 4eThIpeX HOpM, acliapTaTaMUHO-
TpaHcepassl Gonee ACBSITH HOPM, 3HAYMMBIH [TOABEM YPOBHS KpeaTHH(HOCHOKHUHA3EI H JIAKTATACTHAPOreHAa3bl, a TAK)KE HATPHHypeTHYe-
ckoro nentuaa. ITo TaHHBIM 3X0Kapauorpaduu BbIsSBICHA 3HAYUTENbHAS TUIEPTPOdUs MHOKap/a KaK JIEBOr0, TAK U IPABOT'0 JKEIYI0YKOB.
IIprHUMas BO BHUMaHKE JJaHHBIC )KaJl00, aHaMHe3a 3a00JIeBaHuUs M KJIMHUYECKOr0 00CIIe0BaHNs, BCE BBIILICICPEUHCICHHbBIC H3MCHCHHU S
B J1a00OPAaTOPHBIX U HHCTPYMEHTAJIbHBIX 00CIICI0BAHHIX, 3alI0/103PEHA I'PYIINa HACIEICTBEHHBIX Oone3Heil oomeHa (0oe3Hs [Tomme), uTo
OBLJIO MOATBEPIK/ICHO BHIPAXKCHHBIM CHIKCHHEM aKTUBHOCTH (pepMeHTa anbda-Trintoko3uaassl 10 0,12 MKMONB/I/4 B CyXUX HSATHAX KPOBU
C MOCJIEYIOIIUM POBEICHUEM MOJICKYJISIPHO-TCHETHYECKOr0 UCCIICIOBAHUS U BBISBICHHEM KOMIIAYH/I-T€TEPO3UTOTHBIX MyTallUi B T'eHEe
GAA. BblIO NPUHATO pEeLICHHE 110 )KU3HCHHBIM [OKa3aHUM HadaTh CHEH(HUECKY0 (pEepPMEHTO3aMECTUTEIIBHYIO TEPAIUIO IIyTEM BHY-
TPUBEHHOTO BBEACHUS PEKOMOMHAHTHOH ()OPMBI 4EJIOBEUECKOM KUCIION allb(a-TITI0KO3HU1a3bl (AITITI0K031Aa3k! alb(ha) B 1o3e 20 MI/Kr/BBe-
neHne kpatHocThlo 1 pa3 B 2 Hemenu. Kpome Toro, yuuteiBas CRIM (cross-reactive immunological material)-oTpunaTenbHbIil cTaTyc
MALUEeHTKH, JJI5 OTBETa Ha ()ePMEHTO3aMECTHTENIBHYIO TEPAIHIO IPOBECHA HHYKIIMS HIMMYHHOH TOJIGpaHTHOCTH, BKJIIOYatoIas B ces
HaunboJiee M3yYCHHYI0 KOMOMHAIMIO U3 TPEX MpENapaToB: PUTyKCUMad, METOTPEKCaT U BHYTPHUBEHHbBIH HMMYHOIJI00YIHH. Pe3ybprarsl
JIOJITOCPOYHOro HaOtoAeH S 32 3G deKToM hepMEeHTO3aMECTUTENBHOMH TePAK 1aJI1 TOJIOKHUTENIBHbIA 3)(GEKT B BUIC HOSIBICHUS HOBBIX
MOTOPHBIX HaBBIKOB, CHHIKCHHS COJCPIKAHUS BHYTPUKICTOYHBIX (EPMEHTOB U HATPUIYPETHUECKOTrO HENTH/d, YMCHBIICHUS THIIEPTPO-
(buu MHOKap/a JICBOTO M IPAaBOT0 JKEIYA04YKOB. B nanpHeiiieM peOeHOK HyKAaeTcsl B JICYCHHH NTOXKHU3HEHHO. 3akiouenue. MHdopmupo-
BaHHOCTH Bpaueil o0 6one3nu [ToMiie mpeaynpeuT poCT IMarHOCTHYECKUX OIMOOK U 3aIYIICHHBIX ciy4aeB. [Ipy paHHEM MOATBEP)KICHUH
Bo3pacraeT 3G (HEeKTHBHOCTh UMEIOLICHCS Ha cerofHAHUHA AeHh P3T: BO3ZMOXKHOCTh IPUOCTAHOBHUTD IPOrPecCHPOBaHKE OOJIC3HH, MOTY-
YUTh 0OPATHOE Pa3BUTHE €€ OTACIBHBIX KIMHUYECKUX IPOSBICHUH, YIYYIIUTh KA4€CTBO )KU3HH MAL[HCHTA.

KJIIOUEBBIE CJIOBA: Gonesns [Tommne, rnukoreno3 Il tumna, kucnas anbda-ritoko3unaasa, kapguomuonarus, CRIM-cratyc, dpepmen-
TO3aMECTUTENbHAsI TepaIHsl
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ABSTRACT

Background. Infantile-onset form of Pompe disease (IOPD) comprises a progressive and fatal disease in the absence of pathogenetic treat-
ment. Enzyme replacement therapy using biologically active recombinant human alglucosidase alfa is considered as a treatment option to
increase the life expectancy of patients with early diagnosis and timely initiation of therapy. Case description. A child aged 5 months was
delivered to the Cardiology Department of Children’s Republican Clinical Hospital (Tatarstan, Russia) for examination and clarification
of the diagnosis. The patient’s parents complained of his shortness of breath, unproductive cough, cyanosis of the nasolabial triangle when
restless, weakness, lethargy during breastfeeding session, as well as decreased appetite up to refusal to eat, constantly enlarged tongue.
The examination revealed macroglossia and hypersalivation, pseudohypertrophy of calf muscles, dyspnea involving the accessory muscles,
hepatomegaly, diffuse muscular hypotonia. Laboratory tests revealed an increase in alanine aminotransferase level greater than four times
the normal values, aspartate aminotransferase level — more than nine times, a significant rise of creatine phosphokinase and lactate dehy-
drogenase, as well as natriuretic peptide. Echocardiography revealed significant myocardial hypertrophy of both the left and right ventricles.
Complaints, medical history, clinical examination, and all of the above changes in laboratory and instrumental examinations suggested
a group of hereditary metabolic diseases (Pompe disease), confirmed by a pronounced decrease in the activity of the alpha-glucosidase
enzyme to 0.12 pmol/l/h in dry blood spots with subsequent molecular genetic study and detection of compound-heterozygous mutations
in the GAA gene. It was decided to initiate specific enzyme replacement therapy by intravenous administration of a recombinant form of
human acidic alpha-glucosidase (alglucosidase alfa) at a dose of 20 mg/kg/injection in a frequency of once every 2 weeks. In addition, CRIM
(cross-reactive immunological material)-negative status determined immune tolerance therapy, including the most studied combination of
three drugs: rituximab, methotrexate, and intravenous immunoglobulin, as a response to enzyme replacement therapy. Long-term observa-
tion of the effect of enzyme replacement therapy brought positive results in the form of new motor skills, decreased content of intracellular
enzymes and natriuretic peptide, reduction of myocardial hypertrophy of the left and right ventricles. In the future, the child needs lifelong
treatment. Conclusion. Awareness of physicians about Pompe disease will prevent the growth in diagnostic errors and neglected cases. In
case of early confirmation, the effectiveness of currently available ERT increases: the possibility to stop the disease progression, to reverse
its individual clinical manifestations, and to improve the patient’s quality of life.
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BBEJAEHUE

Bonesnp [Momne (BIT), wimm rmukorenos Il tuma, — pemkas
ayTOCOMHO-PEIECCUBHAS JTM30COMalIbHAasl OOJIe3Hb HaKoILIe-
HUSI C TOJIMCUCTEMHBIMU TposiBiieHusIMA. BI1 BbI3bIBaeTCst My-
TanusaMu B reHe GAA, KOTOpBI KOoIUpyeT CHHTEe3 GepMeHTa
kucioi anbha-rmoko3ugasel (GAA). PacnpocTpaHeHHOCTh
3aboneBanust cocraBisier or 1:40000 mo 1:140000 »xwuBo-
POXXIECHHBIX B 3aBUCHMOCTH OT (hOpMBI 3a00JIeBaHHs, STHHU-
YECKOW NPHUHAUIEKHOCTH U peruoHa. Hampumep, 3aperu-
CTpUpPOBaHHbIE Cilydau B ABCTpUM U Ha TaliBaHe COCTAaBUIM
1 Ha 8684 1 1 na 17000 cOOTBETCTBEHHO, UTO HAMHOI'O BBIIIIE
o0I1IeMupoBoi oreHk [1, 2].

Cunte3 depmenta GAA HauMHAaeTCs B DHIOIDIA3MAaTHUe-
CKOM PETHKYJIyMe, a caM Ipoliecc, IPU KOTOPOM MPOUCXOTUT
pacmaj TIIHMKOTeHa IO TIIOKO3BI, — B JHU30coMax. MyTtamus
B reHe GAA, pacnonoxeHHOM Ha JUIMHHOM Iuiede 17-i xpo-
MocoMBI 17¢25 u komupyromeM CHHTe3 (pepMeHTa, IPUBOAUT
K MacCHBHOMY HaKOIUICHHIO IIMKOT€HA B OpraHaX-MHUILIEHSIX,
KOTOPBIMU SIBIITFOTCS CKEJICTHBIC MBIIIIIBI, IICYCHB, CEpICIHAS
MBIIIILA B PE3YyJIbTaTe OTCYTCTBUS WK Ae(HUINTA KUCIION allb-
¢a-rmroxo3uaassl [3]. Ha ceromusmanit 1ens reH GAA siBisi-
€TCsI eAMHCTBEHHBIM, CBSI3aHHBIM ¢ Ooe3Hbio [lomme.

Paznuyator nBa QeHoruna 3aboneBaHus: ¢ paHHUM (WH-
(dantunpaas popma BIT) u mo3maum HavasoMm. BIT ¢ mo3gauM
HAuaJIOM TOAPA3JEN[iOT Ha JETCKYIO, IOBEHWIBHYIO U B3pO-
ciryro. Madantunsaas popma Gomesnn Ilomme ormmgaercs
OCTPBIM M OBICTPO MPOTPECCUPYIOIINM TeUEHHEM 3abolieBa-
HUS B TIEPBBIE 6 MECSICB KU3HU C Pa3BUTHEM TDKEIIOW Kap-
JUO-PECIUPATOPHONH HEJOCTATOYHOCTH, YTO CITYXKUT HpPUYH-
HOW JneranpHOTO Mcxona [1, 4-6]. CraHmapToM OUarHOCTHUKH
nHanTunabHOH (hopmbl BII siBisercst ompeneneHue ypoBHs
aKTHBHOCTH (pepMeHTa GAA METOIOM CyXHX ISTEH KPOBH
C TIOCTIEIYIOUIUM MPOBEICHUEM MOJIEKYISIPHO-T€HETHYECKOTO
HCCIICIOBaHUSA JAeTeH ¢ MOHMKEHHOW aKTHBHOCTHIO (PepMEHTA
JUTSI BBISIBIIEHUS] MyTalniuu B rene GAA [7, §].

®epmenrozamectutenbHas Tepamus (D3T)  anmiroko3n-
na3oil anbda Ha CErofgHs SIBISETCS OJHUM M3 JIOCTYITHBIX
METOJIOB JieueHHs MH(paHTHIbHOH (opMbl Oone3Hu. OmbIT
3apyOeKHBIX KOJUIET XOPOIIO MPOACMOHCTPHUPOBan 3ddext
ot ®@3T: oHa yny4iaeT BBKMBAEMOCTh ITAIIMEHTOB M YJIy4dIla-
€T KaueCTBO X KU3HU. PekoMeHyemMast JO3UpoBKa COCTABIIS-
et 20 mr/kr 1 pa3 B aBe Henenu [2].

Bcem mammentam mpu BBIIBICHHH MyTaruid B reHe GAA,
xapakTepHbix it BI1, Taxke HeoOxoaumo orneHnBaTh CRIM-
STATUS — Cross-reactive immunological material (craryc
NEePEKPECTHO-PEAKTUBHOTO HMMMYHOJIOTHYECKOTO Marepua-
na). [TanmeHTHl ¢ 0CcTaTOYHON aKTHBHOCTRIO (hepmeHTa GAA
knaccuduiupyrores kak CRIM-monoxuTenbHble, TalueHThI
C TIOJHBIM OTCYTCTBHEM (epmeHTa oTHOCATCS K CRIM-oTpn-
narenbHbIM. CRIM-STATUS HanpsMmyio BIHsSeT Ha TaKTHKY
JAITBHEHINET0 BeIeHHSI ¥ IPOTHO3 KU3HH JIETeH C MHPAHTHIIb-
Holi popmoii 6onesnu [lomne, mockoibky aeru ¢ CRIM-otpu-
[ATeIbHBIM CTAaTyCOM ITOKAa3bIBAIOT CIA0BI OTBET HA MPOBO-
numyto @3T, 1. K. uX opraHu3M pacrno3HaeT PeKOMOMHAHTHYIO
YeJIOBEYECKYIO KUCITYIO ab(a-Troko3uasy (ajaroKko3uaasy
anb(a) KaKk 4yKepoIHbIil UMMYHOTSHHBIN MaTeprai U BbIpa-
0aTpIBaeT K HEl BBICOKMH THTP HEHTPAIM3YIOUIMX AHTHTEI
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[4-7]. Haubonee u3ydeHa cerofns KOMOHHAIINS U3 TPEX Mpe-
nmapaToB, BKIrouaroras B ceost purykcumad (RTX), metorpek-
car (MTX) u BHyTpHuBeHHBIH nMMyHOTToOymuH (IVIG) [2].

«3om10TBIM cTaHgapTOMY onpeneneHus CRIM-craryca sBmns-
€TCs BECTePH-OJIOTTHHT TH3aToB GpudpodimacToB koxku. Ha ce-
TOIHSIIHUHI JIeHb 3TO UccienoBanue B Poccun He mpoBoanTCSL.
OnHaKo ¢ BEICOKOHM TOYHOCTBIO €0 TaKKe MOXKHO IPEACKa3aTh
Ha OCHOBAaHUM BBISBJICHHBIX MyTauuii reHa GAA Oonee yem
y 90 % manueHToB B COOTBETCTBHH ¢ 0a30i MyTaIuii, co3qaH-
ueIx Llentpom [Tomne B Porrepmame [6, 7, 9].

AKTyanpbHOCTh MH(MOPMHIpPOBaHUS Bpadeit o Oone3rn [Tom-
e 00OCHOBaHAa HEOOXOAMMOCTBIO €€ paHHEeH IUarHOCTHKU
U CBOEBPEMEHHOM CTapTe NaToreHeTHIecKoi pepmenTozame-
CTUTENIbHOM Tepanuy PEeKOMOWHAHTHOM YelIOBEYEeCKOH KHC-
JIo¥ anb(ha-TITIOKO3Ha30M.

KJIAHUYECKUM IPUMEP
HNudpopmanus o nanueHTe

ITannenTtka @., 5 mec., mocrtynuia B TOCYIapCTBEHHOE
OromKeTHOE yupexJIeHHue 3apaBooxpaHeHus «Jlerckas pe-
cryOnMKaHCKas KIMHWYecKass OonpHHI» MuHHCTEpCTBa
3apaBooxpaneHus Pecmyomuku Tarapcran (FAY3 «IPKB M3
PT») B mopsiike mepeBona U3 rocyJapCTBEHHOTO aBTOHOMHO-
TO y4pexxaeHus 3apaBooxpaHeHHs: «Kykmopckas meHTpalib-
Has paiionHas OonpHuIay (Kykmopckas LI[PB) ¢ xamobamu
Ha OJIBIIIKY, MaJOIPOAYKTUBHBIN Kalllelb, [IMaHO3 HOCOTYO-
HOTO TpEyrojbHUKa MpH OECIOKOMCTBE, CIab0CTh, BSIIOCTH
TIPH KOPMIIGHUH TPYIIBIO, a TAK)KE CHIDKCHHE aIllIeTUTA BIIOTh
IO OTKa3a OT eIIbl, MIOBBIIICHHYIO MOTIINBOCTD, YBEINICHHBIN
SI3BIK.

Anamnes orcusnu: peOCHOK POXACH OT 2-if OepeMeH-
HOCTH, OT 2-X CPOYHBIX poxoB Ha cpoke 39 Hen. Macca
npu poxaenuu 3640 1, poct 50 cm. Onenka no mkane Arm-
rap 8/9 6amios. IIpeHaTabHO NPU YIBTPA3BYKOBOM HCCIIC-
JIOBaHUH IUIONA TATOJIOTHH He BBIABICHO. Ilocne poxaeHns
O0TMeUaTach BSJIOCTh BO BpeMsl aKTa COCaHWs, CPHITHBAHUE,
yMepeHHas: Opaaukapausi, BBUIY 4UYero OblIa IIepeBelieHa
B OT/EJIEHHE IaTOJOTUM HOBOPOXIEHHBIX, TJE IO JIAHHBIM
71a00paTOPHO-MHCTPYMEHTANIBHBIX METOJOB  00CIIe0BaHMS
ObUTM BBISIBIICHBI ClEyIOlIMe H3MeHeHus (pedepeHcHbie
3HAYEeHHUS yKa3aHbl B CKOOKAx): yBEJIMUYEHHE YPOBHS allaHH-
HamuHOTpaHcdepassl  (AJIT)/acmapraraMmuHOTpaHChEpa3bl
(ACT) — 134,4/229,1 En/n (<56 En/n/<58 En/m), mombem
kpeatuHpochoxunassl (KOK) — 688 En/m (<652 En/i), nax-
taraeruaporenassl (JIAT) — 597 Ex/n (<451 En/n). Ilpu npo-
BezeHnu axokapaunorpaduu (3XO-KI') — runeprpodus muo-
kapaa npaoro xenynaouka (IDK) u neoro xemynouka (JDK).
[To crabunm3annu cocTosHUS ObLIa BEITHCAaHa HAa amOymaTop-
HBIN 3Tal sl JabHEHIero HabMIOACHNS C PEKOMEHIAUIMHI
KOHTPOJIEHOTO OOCIICTOBAHUS.

Anamnes 3a00n1e6anus; co CIOB MaMEbl, y peOeHKa ¢ poXK/Ie-
HUS HAaOJIO/IaJICsl IOHW)KEHHBIH allleTHT, HU3KUe NprOaBKu
B BECE, IOJIYOTKPBITHIN POT C YBEJIMUEHHBIM A3BIKOM, OTCTa-
BaHME B MOTOPHOM pa3BUTHH. B Bo3pacte 5 mec. pebeHOK
3a00yie71 OCTPO C MOSBICHUS BIAXKHOTO KaIlIs, CTOHYIIETO
IBIXaHWS, BSUIOCTH, IHaHO3a HOCOTYOHOTO TPEyrOJbHHUKA.
TocimranuzupoBaHa B TOCYIapCTBEHHOE aBTOHOMHOE V4-
pexxaeHne 3apaBooxpaHeHus «Kykmopckass IeHTpaibHas
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paiionnas 6onpHuna» 31.08.2022 r. ¢ aquarHozom «OcTpblit
obctpykruBHbIi Oponxut. JIH II. JIedexT mexnpeacepaHoi
neperoponkuu (nanee JMIII). Tuneprpodus muoxapna
JICBOTO W TIPABOTO KEIYJOYKOB». B cBs3M ¢ OTCyTCTBHEM
s dexTa OoT moiydyaeMod Tepanuu (aHTHOMOTHKOTEpPAIHs,
uarananun) 2.09.2022 r. peGeHOK HampaBieH B MPHEMHOE
otnenenue 'AY3 «/IPKb M3 PT». Ilo TsakecTH cOCTOSHHS
TrOCHHUTAIN3UPOBaHA B OTACJCHUE PEaHUMAllUH, MOCHe CTa-
OMJIM3AlMK COCTOSHUS MEPEeBE/ICHa B KapIHOJIOTHYECKOe OT-
nenenue 5.09.2022 r.

Annepzonozuyueckuti anamHes: HE OTATOLIEH.

Hacneocmeennwiii anammnes: Cpeaul HU3BECTHBIX POJICT-
BEHHMKOB NPOSIBICHUS TEHETHUECKUX 3a00JI€BaHUN HE OT-
MEYEHBI.

®du3uKajdbHas THATHOCTHKA

JaHHble OOBEKTHBHOTO OCMOTpa: COCTOSIHHE TSDKEIIOe
3a CUeT MPU3HAKOB XPOHUYECKOW CEPACYHON HEAO0CTAaTOYHO-
ctu (XCH), pecniupatopHOro CHHIpOMA, OCIKOBO-IHEPTETH-
YeCKOW HeJIOCTaTOYHOCTH YMepeHHOH crerneHu (Bec — 5300 T,
Bec K Bo3pacty 1o z-score — 3.33). IIpu ocmoTpe OecriokouT-
cd, TOJIOC TUXHM, MIady HENpPOAOIKUTENbHBIA, MaJI03MOLIUO-
HaJIbHBIH, oOpaliaeT Ha ce0si BHUMaHUEe MaKpOIIOCCHS M TH-
TepcaiuBanus, IMCeBIOTHIEPTPO(US HKPOHOMKHBIX MBIIIII.
Bripakennas auddy3Hasi MpIIeYHAs] THIIOTOHUS, CYXOXKHIIb-
HbIe peduIeKchl JKuBbie, D = S, peakius Ha OOJEBBIC pa3apa-
YKUTEIIU 3aMe/IJIeHa U CHW)KEHA, HE €CT, OTCYTCTBYET HHTEpEeC
K efie ¥ K urpymkam. [ToqKoKHO-KHPOBast KJeTYaTKa pa3BUTa
cnabo. [Mepudepuyeckux orekoB HetT. Typrop MSTKUX TKaHeH

cHIbKeH. KoxkHbIe MOKpPOBBI OJIEIHO-CEPOil OKPACKH, IIMAHO3
HOCOTYOHOTO TPEYroJbHHKA MpH OeCIOKOHCTBe. B akre IpI-
XaHMs y4acTBYeT BCIOMoOraTelibHash Myckynarypa. Yactora
IeIxatenbHBIX qBrkeHni (YJJ1) — 66 B MUHYTY, HACHIIIICHHE
kucnoponoM (Sp0O,) — 88-94 %. Jlerkue — sICHBIH JIETOUHBIH
3BYK. AYCKYJIBTaTUBHO — OCHAOJCHNE JIBIXaHUS B BEPXHHUX
oT[ieNnax Crepeau, €AMHUYHBIE MEIKOIy3bIpUYaThie XPHUIIbI
B BEPXHUX OTJENAX JIETKHUX, OOJbIe cripaBa. TOHBI cepama —
SICHBIE, PHTMUYHBIE, CHCTOTMYECKUH IITyM CpETHE HHTEHCHB-
HOCTH BJIOJb JICBOTO Kpasi IPYIWHBI, YMEPCHHAS TaXUKapIHs,
yacrora cepaeunbix cokpareHuit (YCC) — 154-178 ya/muH.
JKusor msrkmii, Oe30ome3HeHHBIH. [leyeHp mambmUpyeTcs
Ha 2 cM u3-1o Kpasi pedepHoii qyru. Celle3eHKa HE Mabln-
pyercsa. MouencnyckaHue He HapyLIeHO, CTYJ PETYISPHBIi.

IIpeaBapuTe/ibHBINA IMATHO3

[IpenBapuTensHBIN TUAarHo3: rUmepTpodudeckas Kapauo-
MHONaTHs. HejocraroyHocTs KpoBooOpamenus (HK) 2 b, 111
tdyskunonansHbI kiace (OK) mo Ross. 6onesns [Tomme (?).

Bpemennas mkaJsa
XpoHOJOTHs Pa3BUTHs OOJNE3HH W MPOTHO3 MalueHTKH .
MIpe/ICTaBICHbl HA PUCYHKE 1.

JAuarsocTuyeckue nmpoueaypbl

Jlabopamopnble uccnedosanus (blnonnenvt no npudbLIMmuU
nayuenmku 6 TAY3 «/[PKB M3 PT», pegepencuvie 3navenus
YKaA3aHbl 8 CKOOKAX).

Knunuyeckuii ananuz xkpoeu, KIUHU4YeCKUull auaiu3 mModu
(nposedenvi 8 npuemnom nokoe) — 06e3 MaTONIOTUN.

TlosiBneHue xanob Ha
Kalllellb, OJIBILIKY,
PE3KYIO BSUIOCTb U
cnabocth peOeHKa.
Camoo0parienue k
[eAUaTpy M0 MECTY

JKHTETBCTBA

ROSS. Bosnesns [Tomme»?

Camoo6paienne nanuentku B [110 TAY3 IPKB.
ITo naHHBIM OOBEKTHBHOIO OCMOTPA BBICTABIICH JJMArHO3!
«'uneprpoduueckas kapaunomuonarus. HK 25, 111 ®K no

CTapT 110 )KM3HEHHBIM TTOKa3aHUAM CrenudIaecKoi
®3T npenapatoM anrimoKo3uaasa-anbda B o3e
20 Mr/Kr BBEICHHE KPATHOCTHIO 1 pa3 B 2 Hemenu Mo
KOHTPOJIEM HHCTPYMEHTAILHO-1a00paTOPHBIX
nokasareeit a3 dexTuBHOCTH

28.08.2022 r. 31.08.2022

t

02.09.2022 r.

07.11.2022 . -
10 H.B.

05.09.2022 -
03.04.2023 r.

Tocniuranuzarus B Kykmopckyio L[PB BBuy
MIPOrPECCUPOBAHMUS yXyUIEHHSI COCTOSHHS C
nnarno3oM «OcCTpbli 00CTPYKTHBHBIN OPOHXHT.
JH-2. IMIIIIL. I'uneptpodus Muokapaa
JDK u TDK»

IlepeBox nauueHTku B Kapauosorudeckoe oraeneHue JJPKb
r. Kazanu. [IpoBenenue psina 1abopaTopHo-
JIMarHOCTUYECKHUX HMCCIIeIOBaHUN. BricTaBiieH
OKOHYATEIIbHBIN KIMHHYeCKUH auarHo3: «bosmesnp [lomrre
(rmukoreno3 2 Tuma), HHpaHTUIbHAS Gopma.
T'uneprpoduueckas kapauomuonarusi, HK 2b, ®K III o

OTHOCHTENBHO 0JIarONPUATHBIA
nporHo3. [IpenmymniecTBeHHO
HalpaBJIeH Ha 3aMeJJICHHe
IIPOrPECCUPOBAHUS
3a00JeBaHuUs U yTydIIeHHEe
KauecTBa JKU3HU

Ross»

Puc. 1. XpoHonorus pa3Butus 60J1€3HH y manueHTKH P.: KiIroueBble COOBITHS U IIPOT'HO3

Ipumeuanue: 610K-cxema 8peMeHHOU WKAIbl 6binoaAHena asmopamu (coenacto pexomenoayusim CARE). Coxpawenus: Kyxmopckas
LIPF — 2ocyoapcmeennoe agmonomuoe yupexcoenue 30pagooxpanenuss «Kykmopckas yenmpanvhas paionnas 6orvhuyay, bOC —
6ponxoobcmpykmusHulil cunopom,; [[H — ovixamenvras nedocmamournocms,; JIMIIIT — oeghexm mesxcnpedceponoii nepe2opooku; JIK —
neesulil dcenyoouex; TDK — npaswiti ocenyoouex, TAY3 «/[PKB M3 PTy — npuemHo-ouaznocmuyeckoe omoeieHue 20Cy0apCcmeenHozo
ABMOHOMHO20 yupedcOenus 30pasooxpanenus «/lemckas pecnybrukanckas kKaiunuieckas bonvHuyay Munucmepemea 30pagooxpanenust
Pecnybnuxu Tamapcman; HK — napywenue kposoobpawenus, @3T — epmenmoszamecmumenvhas mepanus.

Fig. 1. Patient F: course of disease, key events and prognosis

Note: the schematic diagram was performed by the authors (according to SCARE recommendations). Abbreviations: Kykmopcras L{P5 —
Kukmorskaya Central District Hospital; BOC — broncho-obstructive syndrome; JJH — respiratory failure; JIMIIII — atrial septal defect;
JDK — left ventricle; P)K — right ventricle; TAY3 «/[PKb M3 PT» — Reception and Diagnostic Department of Children’s Republican
Clinical Hospital (Tatarstan, Russia); HK — impaired circulation; ®@3T — enzyme replacement therapy.
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CabupoBa A.P., CapbikoBa AWM., KyuepsBas A.A., Kamuna A.A., CabupoBa A.A.
WudpauTturbHass opma 60ae3nu [Tomie ¢ CRIM-OTpUIIaTEABHBIM CTaTyCOM, AOATOCPOYHOE HabAIOAEHHE 32 3PHEKTOM...

Puc. 2. Hapymenue npoBefieHHsI IO IPaBON HOXKKE IMydKa
I'uca. Ilpu3Haky yBeTHMYEHUS JKEIyIOYKOB CepAlla U mpa-
BOro mpezacepaus. Hapymenue mpoueccoB pernoyisspu3aiu
noabeMm cermenTa ST B AVR — 2 mm, V1-V2-1,5-2 mm.
Henpeccuss cermenta ST B OONBIIMHCTBE OTBEACHUU
70 2,0 MM (BBLIENIEHO UTYPOIA)

IIpumeuanue: pomozpapus evinorHena asmopamu.

Fig. 2. Conduction disturbance along the right bundle
branch. Signs of enlarged ventricles of the heart and right
atrium. Repolarization disorder: ST segment elevation in
AVR — 2 mm, VI-V2-1.5-2 mm. ST segment depres-
sion in most leads up to 2.0 mm (highlighted)

Note: photo taken by the authors

Buoxumuyeckuii ananusz xkposu (nposeden 6 npuemMHoMm noxoe).
3apETUCTPUPOBAHO 3HAUMMOE yBenuueHne ypoBHS KOK —
995 En/n (38-174 En/m), AJIT — 1879 En/n (041 En/m),
ACT — 384,5 En/n (040 En/n), HarpumifypeTuyeckoro nenrtuia
(NT-proBNP) (om 05.09.2022 2.) — 15000 nir/mi (<200 mr/mi).

Hucmpymenmanwvhuie ucciedosanus (svinonnensi 6 [AY3
«IPKbE M3 PT»).

Onexmpokapouocpamm (OKT) (om 02.09.2022 2.): UCC
108-120 yn/mMuH. HopmanbHOE MOJIOKESHUE 3IEKTPHUCCKON
ocu cepana (HITD0OC). Hapymienue npoBeneHUs O MPaBoid
Hoxke myuka I'mcca (ITHIIT). Ilpu3Haku yBeauueHHs Kely-
JIOYKOB Cep/lia U mpaBoro npencepaus. Hapymenune nporuec-
coB penossipu3anuu nogbem cermedta ST B AVR — 2 mm,
V1-V2-1,5-2 mm. [Ienpeccus cermenta ST B OONBIIHHCTBE
otBeeHuit 1o 2,0 MM (puc. 2).

Tpancmopaxanvhas axokapouozpapusi (OxoKT)
(om 02.09.2022 ). mpu TPOBEAECHUH TPAHCTOPAKAIBHOM
OxoKI' BbIsiBICHA BbIpaxkeHHas rureprpodus creHok JIK
u ITXK ¢ ymeHbIIeHHEM 00beMa MONIOCTEH XKeMyI0uKoB (puc. 3).

Maenumno-pesonancnas  momoepagus  (MPT)  cepoya
(05.09.2022 2.): nipu nposeneunu MPT cepaia BeisiieHa aud-
¢y3Has runeprpodus mMuokapaa jeBoro sxemygouka (JIXK),
MexokenynoukoBas neperopogaka (MOKII) 9,5-10 mwm, 3amHss
cteHka jieBoro xemnynodka (3CJDK) 8-8,5 mm (puc. 4).

Penmeenoscxuti  chumox — opeanog  epyOHOU — KAemKu
(02.09.2022 2.): CHUMOK BBINIOJHEH B MPSAMON IPOEKLHUH,
oOpaiaer Ha ce0s BHUMaHME BhIpXKEHHAs KapIHOMErajus.
Veenmuuenue KTU no 65 % (puc. 5).

[MpuHuMasi Bo BHUMaHHE JaHHbIE aHaMHe3a 3a00JeBaHUs
U KJIMHUYECKOTO OOCIIeNOBaHMs, BCE BBIIICHICPECUHCIICHHBIC
W3MEHEHHs B Ta0OPaTOPHBIX U MHCTPYMEHTAIBHBIX 00CIen0-

Ky6anckuit Hay4uHbIi MenunnHcKui BecTHUK / Kuban Scientific Medical Bulletin

Puc. 3. TpancropakasbHasi sxokapauorpagus. Boipaxken-
Hasi THUIEPTPOGHs MHOKapa MEXKKETyJI0IKOBOH mepe-
roponku (MXKII) u 3agHell CTEHKH JIEBOTO >KEIyA0YKa
(3CIIX)

Ipumeuanue: pomoepaghus evinornena agmopamu.

Fig. 3. Transthoracic echocardiography. Severe myocardi-
al hypertrophy of interventricular septum (M2XII) and the
posterior wall of the left ventricle (3CJI2K)

Note: photo taken by the authors

BaHUIX, 3amono3peHa Oose3ns IloMmIiie U3 rpymibl HACIEACT-
BEHHBIX OoJie3HEH oOMeHa. BBUIO MPOBENEHO MOJICKYIISIPHO-
TEHETHYECKOE 00CIIeIOBaHHE.

Puc. 4. MarHuTHO-pe3oHaHCHass TOMOTpadus CepAla.
Hudodysnas runeprpoduss MHOKapaa JIEBOTO KeIymodka,
yMEpeHHas THIEepTPOo(Hs CTEHKH NPaBOro >KEIyJ0UKa
(9,5-10,0 mmM; 8,0—8,5 MM COOTBETCTBEHHO)

Ipumeuanue: pomoepagus gvinonnena asmopamu. Cokpaujenue:
MOKII — muoxapo medrcorcenydouxosotl nepezopooku; 3CJDK —
3A0HAA CMEHKA 186020 HCeny00UKa.

Fig. 4. Magnetic resonance imaging of the heart. Diffuse
left ventricular myocardial hypertrophy, moderate right ven-
tricular wall hypertrophy (9.5-10.0 mm; 8.0-8.5 mm, re-
spectively)

Note: photo taken by the authors Abbreviations: M)KII — inter-
ventricular septal myocardium; 3CJDK — posterior wall of the
left ventricle
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Puc. 5. Kapnuomeranus (BeIaeeHO GUTYPOiT)
Ipumeuanue: pomoepagus eblnoIHEHA ABMOPAMU.
Fig. 5. Cardiomegaly (highlighted)

Note: photo taken by the authors

T'enemuueckuii cCKpununz u onpedenerHue AKMUGHOCHU
pepmenma

19.09.2023 r. npoBesieHa TaHAEMHas MacC-CIIEKTPOMETPUs
(TMC) (dpenepampHOe TOCyOapCcTBEHHOE OIOMKETHOE HAyY-
HOE yupexaeHne «MeauKo-reHeTU4eCKUil HayuHbIH HEHTPY,
JlabopaTopus HacIeICTBEHHBIX 00JIC3HEH 0OMEHA BEIECTB).
BrIsSBICHO CHMKCHHE aKTHBHOCTH (epMeHTa anb(a-TiTo-
ko3unazel 10 0,12 MxMonw/n/a (Hopma 1-25 MKMOIB/1/9).
3.10.2023 MOJIEKYJISIPHO-TEHETHUYECKUM  HCCJIEI0BAHUEM
(denepanpHOE TOCYIAPCTBEHHOE OIOMKETHOE HAyYHOE Yd-
pexnenue «Mequko-reHeTUYeCKU HaydHbId LEeHTp», Jla-
0opaTopusi CEJNEKTHBHOTO CKPHHWUHIA) METOIOM IIPSMOTO
ABTOMaTHYECKOTO CEKBEHHPOBAHMsI IPOBEICH IOJHBIN aHa-
nmu3 reHa GAA — B 9k30He 16 BbIABIEH BapuaHT ¢.2269C
> T (p.GIn757Ter), onucanHblil B 6a3e NaHHBIX O MyTalUsIX
renoB yenoBeka (HGMD) kak marorenusiii (CMO074877);
B 3Kk30HE 19 BbIABIEH BapuaHT c. 2662G > T (p.Glu888Ter),
onucanubii B HGMD kak matorenusiii (CM074881). Pebe-
HOK yHacJe0Baj KOMIIayH/] F€TePO3UTOTHYIO MyTaIHIo (1B
pa3HBle MyTaIllill B OIHOM T¢He). B aHaimn3e BBISBICHHBIX
MyTalllid B COOTBETCTBHUH ¢ 62301 JaHHBIX MyTaIUi, CO3aH-
Hbeix Llentpom Ilomne B PoTTepname, oTMedeHa accouuaus
C TOTEHIHAIBHO OYCHBb TSDKEIBIM TEUCHHUEM 3a00JIeBaHUS,
o0a HykimeoTHIHBIX Bapuanta nMeoT CRIM-orpunarens-
HBIH cTatyc [9].

Kiannnvecknii Auar1o3

Ha ocHOBaHMM TOJIyYEeHHBIX PE3YJBTaTOB OOCIIENTOBAaHUS
muarHo3 Ovut BepudumposaH: MuadantunsHas dopma 60-
ne3nu [Tomme ¢ CRIM-orpunarensHbIM ctatycoM. ['uneprpo-
¢uueckas kapauomuonarus, HK 2 b, ®K III no Ross. ben-
KOBO-3HEpreTHYeCKast HeOCTaTOUHOCTh YMEPEHHON CTEIEeHH,
CMEIIaHHOM STHOJIOTUH.
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AuddepeHunanbHas AMATHOCTUKA

HuddepennnanpHas AUATHOCTHKA MIIAACHYECKOH (op-
MbI Oone3nn Ilomre mpoBoOgUTCS CO BCEeMH 3a00NIEBaHHUAMH,
OCHOBHBIM KJIMHUYECKHM TIPOSIBICHUEM KOTOPBIX SIBIISICTCS
CHHJIpOM Bsutoro pebenka: 1) nedumur MmemOpaHHOrO OeEnKa
2, CBA3aHHBINA C JIM30COMaMU, KOTOPBIHA MPOSBIISETCS TUIEP-
TpOpHUUYECKOW KapAMOMHONATHEH, MBIIIEYHONH CIa00CThIO
u runotoHuer (rmukoreHo3 IIb, /laHona); 2) HapyIeHHsS] MHU-
TOXOHAPUATILHON U JbIXaTeIbHOM LIETIEN, KOTOPBIE MOTYT IIPO-
SBJIATHCSI TUIIOTOHHEH, KapIHMOMHOIATHEH, TeraToMerannei
U cynoporamu; 3) HapymeHUS OKHCICHHUS XHPHBIX KHCIOT,
BKJIIO4ast neuuut ari-KoA-nerunporeHassl ¢ O4eHb JUINH-
HOM 1IeTbI0, NeQUIUT JJTHHHOLEIIOYEYHOH 3-THIPOKCH-aIIHII-
KoA-gerunporenassl, neUIUT MEpPEeHOCUMKA KapHUTHHA,
Je(QUIIT KapHUTHH-aUWIKAPHUTUHTPAHCIIOKA3bl U JeuIuT
KapHUTHHITAIbMUTOMATPAHC(Epa3sl THMA 2, KOTOPBIE MOTYT
MPOSIBIATECS B MJIaJEHYECTBE C THNEPTPOPHIECKON Kapu-
OMHONaTHel C HEKeTOTHYECKOW TMIoIIMKeMuei; 4) apyras
JIETCKasi TMIIOTOHMS 0e3 KapJOMUOTIaTHH, BKJIIOUas CIIMHAIIb-
HYIO MbllIeyHyto arpoduro 1 tuma u mmkoreHo3 tuna Illa.

IIpu npyrux BpOXIEHHBIX MHOIATHAX MOXET OTCYTCTBO-
BaTh MMOPAKCHUE CEPJIIIA, M IO3TOMY OHH HE TaK YacTO YIUThI-
BaroTcs IpH 1udQepeHnaTbHON AUATHOCTHKE KIaCCHYECKO-
ro nHpanTIIEHOTO nedurmra GAA [3].

MeauuuHCKUe BMelIaTeJIbCTBA

IIpu nocrymnenun B ['AY3 «IPKb M3 PT» namuenrtke
Ha3HAauYeHa Tepanus XPOHUUYECKOW CEepleYHON HemocTarod-
HOCTH cortacHO DesepalbHBIM KIMHUYECKUM PEKOMEH[a-
UM «XpOHMUYECKasi ceplieyHasi HeAOCTaTOUHOCTh Y JIeTei»
o1 2016 r.: kanronpu (u3 pacuera 0,8 Mr/kr/cyT) B 103¢ 2,5 Mr
2 pasa/neHp; CIMPOHONAKTOH (M3 pacdeTra 2 MI/KI/CYT) JBa-
JKIBI B IeHb: B 16:00 — B mo3e 6,25 mr (¥4 tabmn.), B 20:00 —
B no3e 6,25 mr (V4 Tabx.); ananpuius (1,25 Mr/kr/cyT) B 103e
2,5 mr 3 pasa/nens B 6:00-14:00-22:00; dpypocemun (u3 pac-
yera 2,5 Mr/kr/cyt) B no3e 5 mr 3 pasa/nensn. [locne moie-
KyJISIPHO-T€HETUUECKOTO MOATBEP)KICHUS uarHo3a «bosie3Hpb
[Tomme» pemieHO HA3HAYUTH IO >KU3HEHHBIM ITOKa3aHHAM
cnenuduIecKyto pepMerTo3aMmecTuTeNnsHyto Tepanuto (P3T)
IyTeM BHYTPHBEHHOTO BBEICHUS PEKOMOWHAHTHOH (HOPMBI
YeJIOBEUECKOW KUCIIOHN anb(ha-IIroKo3uaassl (aJInItoKO31Aa3kl
anbga) B o3¢ 20 MI/Kr/BBeIeHNE KPaTHOCTHIO 1 pa3 B 2 Hefe-
mu (10.11.2022 r.). Kpome Ttoro, yuutsiBas CRIM-otpuia-
TETBHBIA CTaTyC MalUeHTKH, Ais1 oTBeTa HA 3T mpoBeneHa
WHIYKIUS. IMMYHHOH TOJNICPaHTHOCTH, BKIIOYAromas B ceds
HanOoJiee N3y4eHHYI0 KOMOMHAIMIO U3 TPEX MPETapaToB: pH-
TYKCUMal (C IENbI0 CENEeKTHBHOTO MHTMOWpOBaHUS B-nmwm-
¢oumroB) B m03e 12,5 MI/KT BHYTPHBEHHO 3a 2 JHS 10 TIep-
BOTO BBEJCHH anriroko3uaassl anbda (08.11.2022 r.), 3arem
KypcoM Ha 6—-13-20 neHp; meroTpexcar (Vi1 yCTpaHEHUS
Jenmmxcs TUMQOIITOB, TeopeTndecku ycTpausas rhGAA-
cnemuduyeckne T-KIETKH M ocTaTouHble B-knmeTkn) B 103€
0,4 MI/KT TIONKOXXHO CXeMaTW4HO B 1-2—3-i meHp OoT crapra
@3T, 3atem Ha 14—15-16 u 28-29-30-i1 neHb; BHYTPUBEHHBII
UMMYHOIIOOYNHH (C LEJIbI0 MMMYHHOM MOAYJISILIMHM U 3allly-
TBI OT MH(QEKIIMOHHBIX areHToB) B j103¢ 0,5 I/Kr BHYTPUBEHHO
B 1-ii nenb crapra ®3T, 3aTtem kypcom Ha 28—56—84-i1 neHb,
B koMmIutekce ¢ OCHOBHBIM JIEUE€HHEM PEOEHOK IMOIydai pe-
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aOWIINTaLlMOHHBIE MEPONPUSTHS: TOCTYypPAIBHBIH KOHTPOJIb,
BKIIIOYAalIMH B ceOsl MojJiep)KaHUe OIPEAEIEHHHOTO TOCTY-
PANBHOTO MOJIKEHHS, 00IeTrYeHIe TPON30BIBHBIX TBIKCHUH,
BO3BpAIllCHHE PABHOBECHHUS B OTBET Ha BHEIITHHUE BO3NCHCTBHS,
OOIICYKPEIUIAIONINIA MacCaX, OMONTPOH «3€JICHBIM IIBETOM
Ha 001acThb JaJOHe|, CTOII, IIa3HHUI], IIEHHOTo OT/AEeja 03BO-
HouyHHKA. [locie crabmim3anuu COCTOSHUS MAIlMeHTKa ObLIa
BEINMCaHa JIOMOH C peKOMEHIAIMSIMHA MTPOIOIDKEHUS Teparin
XCH u rocnurtanuzanueii B [AY3 «/IPKb M3 PT» kaxnabie
2 nenenu st nponoskennst @3T anmiroko3unaszoit anbda.

JluHaMHMKa ¥ UCXO0AbI

Ha ¢one nmpoBoaumoit ®3T u cumnTomMarnieckoil Tepa-
UM OTMEYAeTCsl KIMHHUYECKOE YIydIIeHUE: YMEHBIICHUE
BBIPAKEHHOCTH MAaKpOTJIOCCHH, THHEPTPO(UN MKPOHOKHBIX
MBI, YMEHBIIEHHE BBIPAKEHHOCTH CHMIITOMOB ABIXaTEIIb-
HOW HEJOCTATOYHOCTH, CHMKEHHE aKTHBHOCTH (pepMEeHTOB
B JIabOpaTOPHBIX aHanu3ax (puc. 6, 7).

PebeHoxk cTa caMoCTOsTENEHO CHIICTD, IIOSIBUINCH HTPOBEIE
HaBBIKH, 3aHHTEPECOBAHHOCTD, CTaJIa IOHUMATh OOPANICHHYIO
K HEH pedb, yIydIIWICS SMOLUOHANIBHBIN CTaTyC, MOSBUINCH
HOBBbIE MOTODHBIE HaBBIKM. MBIIIEUHBIH TOHYC AUD(PY3HO
cHkeH. CyxOoXHJIbHBIE pedIeKChl CHIKEHBI, OOJIBIIE C HOT,
S = D. YysctBuTenbHOCTh coxpaneHa. [To 9xoKI' — 3Haum-
MO€ YMEHBIIEHHE BBIPRXKCHHOCTH THIIEpTpo(uu MHOKapaa
U CHW)KEHHUU Macchl MUOKapja (puc. 8, Tadin.). B Hacrosiee
BpeMsI TOJIIIMHA MEXOKeITyI0uKoBOM neperopoaku 11 MM, ko-
TOpast OCTaeTcsi CTaOMIBHOM B TEUCHHE ITOCTICHNAX 5 MECSIEeB
1 3HAYUTEIHHO YMEHBIIMIACH IO CPABHEHHUIO C CAMBIM BBICO-

KUM 3HaueHHeM (19 MM) HemocpeACTBEHHO Iepej HadyajaoM
@®3T. YunurtsiBas BBIIICTIEPEUUCICHHBIE JaHHbIE, OTMEYAETCs
MOJIOKUTENIbHAS TuHaMKKa Ha (one mposeneHus O3T.

Ha momenT HammcaHus cTaThbu manmeHTke 1 rog 6 Mec.,
oHa morryunna yxe 21 uadysuro @3T mpemnapaTom anriTroko-
3unasa anbda B goze 20 MI/Kr/BBelleHHE KpaTHOCTBIO 1 pa3
B 2 Hepenn (B ycnoBusix [AY3 «IPKb M3 PT») B/B kameins-
HO MemieHHO. MH(Qy3unm TEepeHOCHT YIOBICTBOPUTEIHHO.
Kpome Toro, exemHEBHO MOIyYaeT TEPAMUI0 XPOHHUYCCKOH
CepAeYHON HENOCTaTOYHOCTH: Omcorponon B go3e 0,9 mr
OIIHOKPATHO yTPOM; CITMPOHOJIAKTOH JBaKABI B JIEHb B J103€
6,25 mr (B 16:00, 20:00); xanTonpua B go3e 2,5 mMr 3 p/neHp
(7:00-15:00-23:00), ruapoxyiopTUaszuj B 103e 6,25 Mr oaHo-
KpaTHO THEM. B KOMIUIEKCe ¢ OCHOBHBIM JICYCHUEM TOTyYaeT
OOIIEYKPETUSIFONINA MacCax B IOMAIIHUX YCIOBUAX. B manmb-
HelilIeM JiedeHue HeOOX0ANMO MPOIOSKUTh TIOKHU3HEHHO.

IIpornos

[IporHo3 oTHOCHTENBHO OnaronpusiTHbIN. [1pu paHHel au-
arHOCTHKE Bo3pacTaeT 3(pQEeKTUBHOCTh MMEIOLICHCS Ha ce-
TOMHAIIHUI JeHb (ePMEHTO3aMECTUTEIFHON TEepalyu: BO3-
MOXHOCTh TIPHOCTAaHOBUTH IPOTPECCHPOBAaHHE OOJE3HH,
MOTYyYUTh OOPaTHOE Pa3BUTHE €€ OTACIBHBIX KIMHUYECKUX
MPOSIBIIEHUH, YITy4IIATh Ka9€CTBO JKU3HU MAIUEHTKH.

OBCYXIAEHUE

OnucaHHBI KIMHUYECKUHA CITydald JIEMOHCTPUPYET TIep-
BBIH OIBIT BEACHUS U JICYCHHS MALUCHTKU C MH()AHTHIBHOU
thopmotii 6ome3nn Ilomne ¢ CRIM-oTpumarebHBIM CTaTyCcoOM
B Pecrry6muke Tarapcran. CuMnToMBl 3a00IeBaHUS OOBIYHO
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Puc. 6. /Ilunamuka OMOXMMHYECKUX (alaHMHAMHHOTpaHcdepasbl, acnapTaraMuHOTpaHchepasbl, KpeaTnHPOCHOKIMHAZHI)
nokasarenei kpou (En/n) nanuentku @. Ha poHe npoBeaeHUst PepMEHTO3aMECTUTENBHOM Tepanuu
Ipumeuanue: pucynox evinoanen asmopamu. Coxpawgernus: AJIT— ananunamunomparncgepaza; ACT— acnapmamamurnompancgepasa;

K®K — kpeamungpocgoxunasza.

Fig. 6. Dynamics of biochemical (alanine aminotransferase, aspartate aminotransferase, creatine phosphokinase) blood pa-
rameters (U/L) of patient F. against the background of enzyme replacement therapy
Note: performed by the authors. Abbreviations: AJIT — alanine aminotransferase; ACT — aspartate aminotransferase; KOK — creatine

phosphokinase
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Puc. 7. lunamuka conepkaHusi HATPUHY PETHUECKOTo TenTuaa (mr/mii) B kpoBu nanueHTkH @. Ha QoHe nmposeneHus dep-
MEHTO03aMECTUTEIBHON Tepanuu

Ipumeuanue: pucynox evinoanen asmopamu. Coxpawenusi: NT-proBNP — nampuii ypemuueckuii nenmuo.

Fig. 7. Dynamics of natriuretic peptide content (pg/mL) in the blood of patient F. against the background of enzyme replace-
ment therapy

Note: performed by the authors. Abbreviations: NT-proBNP — natriuretic peptide

A b

Puc. 8. JInHaMuKa TpaHCTOpaKaJIbHOW 3XOKapamorpaduu Ha (GoHE MPOBOAUMOU (HepeMEeHTO3aMECTHUTEIBHON Tepanuu:
A — 10 dpepMeHTO3aMeCTUTENBHOM Tepanun; b — Ha QoHe mpoBoanMOil hepMEeHTO3aMeCTUTEIBHOM Tepanii, OTMEYaeTCs
yYMeHBIIIeHHe BhIpaskeHHOCTH TrnepTpodun muokapaa — MIKII (11 mm) u 3CJIXK (9,5 mm)

IHpumeuanue: pomoepaguu evinonnenvi asmopamu. Coxpawenue: MIKII — muoxapo medncocenyooukosoii nepecopooxu, 3CJDK —
3A0HAA CINEHKA JIe8020 HCELYOOUKA.

Fig. 8. Dynamics of transthoracic echocardiography against the background of ferment replacement therapy: A — before
enzyme replacement therapy; B — against the background of enzyme replacement therapy, a decrease in the severity of

myocardial hypertrophy — MXII (11 mm) and 3CJIK (9.5 mm)
Note: photos taken by the authors. Abbreviations: MJKII — interventricular septal myocardium; 3CJDK — posterior wall of the left ven-
tricle
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Tabnuna. J[nnamuka rnokaszaresnei TpaHCTOpaKaJIbHON 9XoKkapauorpaduu Ha GoHe mpoBoIUMON GepeMeHTO3aMeCTHTEb-

HOM Tepanuu

Table. Dynamics of transthoracic echocardiography against the background of ferment replacement therapy

Ioka3arenu EJl n3Mm. 02.09.2022 21.10.2022 18.04.2023 01.09.2023
Tommuaa MMXKIT MM 18,0 19,0 15,9 11,0
Tommuua 3CJIK MM 14,4 13,6 10,0 9,5
TommmHa nepeneit crenku [10K MM 7,7 7,5 6,3 5,5
Macca muokapaa JIK rp 92,0 91,0 75,4 53,6

Tpumeuanue: MMIKIT — muoxapo medcocenydoukosoti nepecopooku; 3CIDK — 3adusas cmenka ne6oeo sicenyoouxa, IDK — npaswiii drce-

nyoouex; JIDK — neeulil sicenydouex.

Note: MMOKITI— interventricular septal myocardium; 3CJDK— posterior wall of the left ventricle; IDK — right ventricle; JDK — left ventricle

Pa3BHBAIOTCS B TEUEHHUE MEPBBIX HECKOIBKIX MECSIIEB KHU3HHU,
CpeIHHI BO3pACT COCTABISIET 2 MECsIa, a IUarHo3 CTaBUTCS
B 4,7 mecsma. bruto mpogeMoHCTPUPOBAHO, YTO paHHEE MOSB-
JICHWE CUMIITOMOB YBEIMYHMBACT PHCK PaHHEH cMepTH Ha 1-M
TOIy ’KM3HHU, B OCHOBHOM H3-3a KapJHOPECIINPATOPHOI HENO-
crarouHocTH [ 1]. Knuanueckoe TeueHne B 3HAYUTEILHOM CTe-
TICHU 3aBHCUT OT KOHKPETHON MYTaIl1 U YPOBHSI OCTaTOYHON
akTHBHOCTH (pepmenTa GAA.

WNudantunsHas ¢opma 6onesnn [lomre sieisiercss Hanboee
TSDKENOM, XapaKTepu3yeTcs: OBICTPO TPOTPECCUPYIONIEH THTIEP-
TPOPUUECKON KapIUOMHOIIATHEH, COMPOBOKIAETCS OOCTPYyK-
LUell OTTOKA U3 JIEBOTO JKENIy[OYKa, MBIIIEYHON I'MIIOTOHHUEH
U BBIPAXXEHHON €MabO0CThIO, JBIXaTeIbHON HEJOCTAaTOYHOCTHIO
U TPOrpecCUpyollell MOTepEr CaMOCTOSATENBHOIO JbIXAHUS.
YacTeIMH TIPOSIBIICHUSAMH SIBIIIOTCS OJIBIIIIKA, IPOOIEMBI C KOp-
MJICHHEM M MakKporioccus. MOTOpHOE pa3BHTHE 3HAYUTEIHHO
3a7epXKUBAETCs, a TAKHE HaBBIKH, KaK IIEPEBOPAINBATHCS, CAMO-
CTOSITENBHO CUZIETh MM CTOSATh, YaCTO HE JOCTHUraroTcs. JInime
HEOOJIBIION MPOLEHT MAalUEHTOB, HE TOMYYarONIUX JICUYCHUS,
noxuBaeT 10 1 roga. OCHOBHOW NMPUYIMHON CMEPTH SBISETCS
cepJiedHast ¥ AbIXaTeNbHasl HeOCTATOYHOCTb.

JocTymHas Ha CEeTONHSIITHINA 1eHb (hepMEHTO3aMEeCTHTENb-
Hasl Tepanus CyIeCTBEHHO n3MeHna Tedenue bIl, 3raunTens-
HO YBEJINYUB BEDKHMBAEMOCTD H YITyUIINB Kau€CTBO KHU3HH I1a-
LUEHTOB, IOITOCPOYHBIEC KITMHUYECKUE PE3YIBTAThI: OTMEIEHO
CTOWKOE yIy4IIIEeHHE CEPIICUHBIX ITOKa3aTeIel ¢ BBIPa)KCHHBIM
CHI)KEHHEM HHJEKCa MAcChl JIEBOTO JKEJIYI0YKa W TONIIWHBI
CTEHKH JIEBOTO JKEITy/I09Ka, KOPPEKLUS aHOMAJIBHBIX Iapame-
tpoB OKIT, ymyumenne cepaeanoit ¢pynkuuu. K coxanenuro,
orBeT Ha P33T HEOAHOPOICH W 3aBHCHUT OT MHOKECTBa (hax-
TOpPOB: BO3pacT manueHTa Ha MoMmeHT crapra ®3T, cremeHs
BeIpaxkenHOCcTH XCH, CRIM-cTaryc, BUI MyTaluu reHa B Co-
OTBETCTBHHU C 0a30l JaHHBIX MyTalWi, co3MaHHBIX LleHTpoM
[Tomme B Potrepmame, no3sr @3T u BeIpaboTKH HEUTpaTU3y-
IOIIMX aHTHUTEN B OTBET HAa BBEICHNE PEKOMOMHAHTHOMN YeIo-
BEYECKOW anrIroKo3uaas3sl-anbda [10-13].

Ha ocHoBe nurepaTypHBIX HAaHHBIX 3apyOEKHBIX KOJUIET
u ombita (enepanbHbIX HeHTpoB Poccmiickoit deneparnmu,
mepen craproM O3T omHO3HAYHO HEOOXOAMMO TPOBEICHUE
WHIYKOUU UMMYHHOH TONICPAaHTHOCTH AJISl YMEHBIICHUS BbI-
paboTku K peKoMOMHAHTHOW (opMe YEeTOBEUECKOW KHUCIION
anb(da-Tirroko3unase (aamToko3ngase anbda) THTpa HEHTpa-
TU3YIOIUX aHTuTed. Pa3paboTaHbel pa3iuyYHBIE CXEMBI JIe-
YeHHs y ManueHToB ¢ uHpanTmwibHOH (opmoit BIT ¢ CRIM-
oTpunaTenbHBIM cratycoM [11]. Hampumep, ommcana cxema:

putykcuMad, Muko(heHOIaT, BHYTPUBEHHBIH HMMYHOITIO0Y-
nuH. OTHUM U3 OTpaHMYEHUH MPOTOKOJIA SIBISIETCS 3a/lepiKKa
Havyana ®3T Ha 3 Henenu, 4YTO MOXKET NPUBECTH K HEOOpaTH-
MOMY MOBpeXIeHHI0 MbImI. beicTpoe ompenenenne CRIM-
CTaryca BaXHO M JOJDKHO OBITb NMPOBENEHO IO HHUIMAILNN
®3T, HO He HOoKHO 3anepkuBarh Hayano O3T.

KoHcmimymMoM OBUIO NpPUHSTO pEUICHHWE WCIOJIB30BaTh
CXeMy H3 TpeX TMpenaparoB, BKIIOYAIONIYI0 PHUTYKCHMaO,
METOTpEKCAT, BHYTPUBEHHBIH UMMYHOIIIOOYJINH, KOPOTKHM
KypcoM B TeueHHe 5 Henenb. JlaHHas KOMOMHUPOBAaHHAS Te-
panus HarpasJiieHa Ha pa3iIMYHbIe KJICTKH HMMYHHOH cHCTe-
MbI (B- u T-knetkn).

BriepBbie cooOuu 00 3TOM MPOTOKOJIE UTAIBSIHCKUE KOJI-
neru (Banugaria et al., 2013) Ha nmpuMepe JIUYHOTO KIIMHU-
yeckoro omnbITa. KoMOWHamms W3 JaHHBIX TpeX INperapaTroB
3HAUUTENBHO MpeJoTBpalana o0pa3oBaHie aHTUTEN U yITyd-
IIMIa UCXONbI 3a00JIeBaHtsl, MUHUMH3HUPOBaa HeXelaTelb-
HBIE PEaKIUH, CHIDKaJla MOTPEOHOCTh B MCKYyCCTBEHHOH BEH-
TWISANA JIETKUX, YIydllaJa IBHTaTeNIbHBIE CIIOCOOHOCTH
W yBelu4uBasa OOLIyI0 BBDKMBAEMOCTb MalMeHTOB. JlaHHas
KOMOMHAITHS T0Ka3ajia CBOI0 0e30IacHOCTh U 3(PEKTHBHOCTh
JUIL JTOCTIDKEHHUS JIOJITOCPOYHOH HMMMYHHOM TOJIEpaHTHO-
ctu k ©3T. Koneuno, mepea BBIOOPOM JaHHOTO IPOTOKOJA
HEOOXOIMMO OLIEHMBATh KIMHUYECKOE COCTOSIHUE MalleHTa,
HalMuue (akTOpOB PHUCKA M COOTHOILIEHHUE PUCKA M TIOJIb3bI
JUIs1 KOHKpEeTHOTro citydas [11].

AJnrmoko3ngasa anb(a — 3TO KU3HEHHO Ba)KHBIA ITperia-
par, KOTOpbIi NPOAJIeBaET BEDKMBAEMOCTh U 3aMeISeT Mpo-
rpeccupoBaHue 3a00J€BaHMs, HO HE SIBISETCS ONTHUMAJIbHO
3¢ dexTHBHBIM a1 JgedeHus 6onesnn [lomme. [Tostomy B Oy-
IyIIeM CyIIECTBYeT HEOOXOIMMOCTh B pa3paboTKe mpermapa-
TOB CJIEYIOIIEr0 IOKOJICHHS, KOTOPBIE MPEOJOIEBAIOT BbI-
MIEYHNOMSIHYTHIE MPESTCTBUS AJIsl HOBBINICHHS KIIMHUYECKON
a¢¢exruBHOCTH [14, 15].

SAKJITIOYEHUE

Wndantunpaas ¢opma Oomesnu I[lomrie, HECOMHEHHO,
Tpedyer obmupHoro audhepeHnnaIbHO-IHArHOCTHYECKOTO
noucka. OIBIT MPUMEHEHHs AJINIIOKO3UAa3bl anb(da MpuBel
K JIy4nieMy nmoHnManuro 6omne3nu [Tomrme n mpoGiiem, KOTopbie
HEOOXOIMMO TIPEONONEeTh IS pa3paboTku Oojee COBEpIIeH-
HBIX MCTOAOB JICUCHMS, TAKHUX KaK ®3T HOBOro MOKOJIEHHUS.
brarogapsi mupokoMy BHEIAPEHUIO B MEIULUHCKYIO MPAKTH-
Ky TEHETHMYECKHX METOJOB HCCIEJOBaHMSI W HMMEIoIeics
Ha ceronusamHuil neap O3T Bo3MOKHA paHHSS TUATHOCTHKA
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U CBOECBPEMEHHBIH CTapT JICYCHUs] JaHHOTO 3a0oJieBaHUs,
a MHIYKIMSA UMMYHHOH TonepaHTHOCTH y CRIM-HeraruBHBIX
MAllMEHTOB MOXKET YMEHBIIUTh 00pa30BaHUE HEHTPaIU3yIo-
LIMX aHTHUTEN K aJIIIOKO3Wzaase-alb(a, ycuinuB 3PQeKTHB-
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