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Panaaa manudecramua miiajsieHueckon gpopmsel 6ose3au ITomme
(caryuan U3 MpakTUKH)
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AHHOTAIIUA

Hecmotps Ha TO, uTO Gostee 70 % Hac/e/ICTBEHHBIX 3a0071€BaHIH MOKHO CUYUTATh PEIKUMU, UX BCTPEYAEMOCTD B TIOIYJISI-
nuu cocrapisieT 2 %. Bonesus ITomme (riukoreHo3 II tuma, reHepaTU30BaHHBIN TJIMKOTEHO3) — PEJKOe TeHETUYECKoe
3a00JieBaHUE, KOTOPOE COTIPOBOXKAAETCS TIOBPEK/IEHHEM MBIIIIEUHBIX KJIETOK U HEPBHBIX BOJIOKOH BCJIE/ICTBHE HAKOILIE-
HHS B HUX IVIHKOreHa. [TociiesHee 00ycIoBIE€HO HEAOCTATOYHOCThIO (hepMEHTa KHUCJION aib(ha-III0KO3UAa3hl. AKTyasIb-
HoCTh Gosie3Hu [lomIie 00yCIOBIEHA PEAKOCTHIO 3a00IeBaHUs M HAGOpOM HecnennpUIecKuX CUMITOMOB, a TAKIKE TEM,
YTO OHA MOKET MaHU(ECTUPOBATH B JTI0OOM Bo3pacTe. B 3aBUCHMOCTH OT cpoKa MaHU(ECTAI[UN BBIIEISIOT PAHHIOI MJIa-
JIEHUECKYI0 U TO3/IHIO B3pocayio ¢dopmbl. PaHHss MiiajieHueckas popma 6osesnu I[lomie MaHudeCTUPYET C MEPBHIX
MeCsIIeB JKU3HU, KJIMHUKA BKJIIOYAET FeHepPaTH30BaAHHYI0 MBIIIEUHYIO C1ab0CTh, YacThle pPeCIUpaTOPHbIE HH(EKIINH,
MAaKpPOTJIOCCHIO, TeNaTO- U KapIUOMETATHIO.

B craThe onmcaH ciryyail MiiasieHueckoi hpopmel 6oste3nu [Tomite y pebeHKa 11epBOTO ro/ia }KU3HU, KOTOPBIN ITOKA3bIBAET,
4yTOo 6€3 pe3ysIbTaTOB CIeIU(PUIECKUX UCCIIEOBAHUM, B TOM YHCJI€ TEHETHUECKOTO, TUAarHo3 He OyzeT BepuduInpoBaH, a
Jlopora K 000CHOBaHHOMY Ha3HAUEHHIO TaKMX HCCJIEIOBAHUMA YaCTO OKa3bIBAETCs JUIMHHON. Y IenaTpa, a TaKKe Y3KUX
CIIEIUAJIICTOB, PabOTAIOIIUX C JIETHMU, TOJIKHA OBITH HACTOPOKEHHOCTh B OTHOIIIEHUU MJIAJIEHIIEB C HEOOBIYHBIMHU COUE-
TaHUSAMHU CUMIITOMOB, MyJIbTHOPTAaHHBIMU MOPAYKEHUSMH, ITIOCKOJIBKY KpaiiHe BaKHO CBOEBPEMEHHO HAINPABUTH TAKOTO
pebeHKa Ha KOHCYJIBTAIlUIO K TeHETUKY. Takue JIEHCTBUS ITOMOTYT HE TOJIBKO CIIACTU KU3Hb, HO U COXPAHUTH KAYECTBO
JKU3HU STHX MAIUEHTOB. B CBA3U CO CJIOXKHOCTHIO IMAaTHOCTHKY HA CETOAHAIIHUH JIEHb MTEPCIEKTUBHBIM SIBJISIETCH BKJIIO-
yeHue 6ose3uu [TomIe B ciucok 3a60IeBaHIH, MO/JIEXKAIUX HEOHATATPHOMY CKPUHHUHTY. B 3TOM Cityuae jieueHue Oymer
HOCHUTH IIPEBEHTHUBHBIN XapaKTep U He JaCT Pa3BUThCS CUMIITOMaM 3abosieBanusi. [IpeBeHTHBHASA Tepanus MO3BOJIUT He
TOJIBKO CHU3UTD PUCK JIETAJIBHOTO UCX0/1a Tpu 60s1e3Hu [TomIte, HO M BHAYUTETFHO YMEHBIITUTD MIPOIEHT WHBATHTU3AIHN.
Kaoueanle caosa: pebeHoK, cirydail U3 IpakTHUKH, 6ose3Hs [Tomme.
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Early manifestation of infantile Pompe disease (case report)
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ABSTRACT

Despite the fact that more than 70% of hereditary diseases can be considered rare, their prevalence in the population is 2%.
Pompe disease (glycogen storage disease type II, glycogenosis type II) is a rare genetic disease that is accompanied with a
damage to muscle cells and nerve fibers due to the accumulation of glycogen in them. The latter is due to a deficiency of the
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acid alpha-glucosidase enzyme. The relevance of Pompe disease is due to her rarity and the set of nonspecific symptoms, as
well as the fact that it can manifest at any age. Depending on the onset, early infantile and late adult forms are distin-
guished. The early infantile form of Pompe disease manifests itself from the first months of life, the clinic includes general-
ized muscle weakness, frequent respiratory infections, macroglossia, hepato- and cardiomegaly.

The article describes a case of infantile Pompe disease in a child of the first year of life, which shows that without the results
of specific tests, including genetic ones, the diagnosis will not be verified, and the way to a reasonable assignment of such
tests often turns out to be long. A pediatrician, as well as subspecialist physicians, should be wary of infants with unusual
combinations of symptoms, multiple organ lesions, since it is extremely important to transfer such a child for a consulta-
tion with a geneticist in a timely manner. Such actions will help not only save lives, but also preserve the quality of life of
these patients. Due to the complexity of diagnosis, today it is promising to include Pompe disease in the list of diseases for
newborn screening. In this case, the treatment will be preventive and will not allow the symptoms of the disease to develop.
Preventive therapy will allow not only reduce the risk of fatal outcome in Pompe disease, but also significantly decrease the
percentage of disability.

Keywords: child, case report, Pompe disease.
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BBEJAEHUE

B 2020 r. B 14 pernonax P® 3aBepimmiochs mac-
mTabHOoe TeHETHKO-3IUAEMUOJIOTHIECKOE HCCIIET0-
BaHUeE HacJe/CTBeHHBIX 3aboseBaHuil. CyMMapHO B
HEM Y4acCTBOBAJIO 4 MJIH 4uesi. HecMoTpst Ha TO, UTO
bosiee 70 % HacIeACTBEHHBIX 3a00JIEBAaHUN MOMKHO
CUHUTATh PEKUMHU, UX BCTPEYAEMOCTD B IOIMYJIAIINH
mocturaer 2 %, pasHooOpasue HaC/Ie/ICTBEHHBIX
3a00JI€EBAaHUI C YUETOM TeTEPOTEHHOCTU COCTABUIIO
60s1ee 800 HOBosIOTHUEcKUX GopM [1, 2]. Haubosee
TPYAHBIMU JIJISI TUATHOCTUKU /IO CHUX IIOP OCTAIOTCS
penkue (opdaHHbBIE) HaACIEACTBEHHBIE 3a00JieBa-
HUS, 4aCTOTa PaCIPOCTPAHEHHOCTH KOTOPHIX B PO,
coryIacHoO craThe 44 PenepasbHOrO 3aK0oHA NO 323-
®3 «O6 ocHOBax OXpaHbI 3/I0POBbs I'paksiaH B Poc-
cutickoit ®enmepanuu», COCTaBJIseT He H6osIee 10 CiIy-
YyaeB Ha 100 THIC. WJIX 0.2 HAa 2000 HACeJIEHWUS.
K peaxum 0607e3HAM OTHOCATCS MHOTHE (HOPMBI
HacJIe[ICTBEeHHBIX HapylleHUH oOMeHa BellecTB, B
ToM umcie 6ose3us I[Tomie [3].

Bonesns [Tomme (roiukorenos II tuma, renepasu-
30BaHHBIN [JINKOTEHO3) — reHeTHYecKoe 3ab0JieBa-
HHe, KOTOPOE€ COIPOBOXKAAETCS IOBPEKIEHUEM
MBIIIEYHBIX KJIETOK U HEPBHBIX BOJIOKOH BCJIEZICTBHE
HaKOIUJIEHUsA B HUX IJIMKoreHa. [TociesHee 00ycioB-
JIEHO HEJIOCTATOYHOCTHIO (hepMEeHTa KUCJIOH anbda-
roko3uassl (KATY), KOTOPBI OTHOCHUTCS K TPYIIIE
JIN30COMHBIX THPOJIa3 U B HOPMe JIOJIKEeH paciiie-
IUIATH TJIMKOTEH JI0 TJIIOKO3bI. B pesyibpTaTe mpouc-
XOZUT HAKOIJIEHNE ITTUKOTeHA B JIN30COMAaX KJIETOK.
Hedumut KAT' obycioBieH myranueil B reHe GAA,
KOTOPBIU PACIIOJIO}KEH HA VIMHHOM ILIeve 17-1 Xpo-
MOCOMBI, THI HacjefoBaHus Oosiesnu Ilomme —
ayTOCOMHO-PEIECCUBHBIN [4—12].

INTRODUCTION

In 2020, a large-scale genetic and epidemiologi-
cal study of hereditary diseases was completed in
14 regions of the Russian Federation. A total of
4 million people participated in it. Despite the fact
that more than 70% of hereditary diseases can be
considered rare, their occurrence in the population
reaches 2%, the diversity of hereditary diseases, tak-
ing into account heterogeneity, amounted to more
than 800 nosological entities [1, 2]. The most diffi-
cult to diagnose are still rare (orphan) hereditary
diseases, the prevalence of which in the Russian
Federation, according to Article 44 of the Federal
Law No. 323-FZ “On the Fundamentals of Protec-
ting the Health of Citizens in the Russian Federa-
tion” is no more than 10 cases per 100 thousand or
0.2 per 2000 population. Rare diseases include
many forms of hereditary metabolic disorders,
including Pompe disease [3].

Pompe disease (glycogen storage disease type II,
glycogenosis type II) is a genetic disease that is
accompanied by damage to muscle cells and nerve
fibers due to the accumulation of glycogen in them.
The latter is due to a deficiency of the acid alpha-
glucosidase (AAG) enzyme, which belongs to the
group of lysosomal hydrolases and should normally
break down glycogen to glucose. As a result, glyco-
gen is accumulated in lysosomes. AAG deficiency is
caused by a mutation in the GAA gene, which is
located on the long arm of chromosome 17; the
inheritance pattern of Pompe disease is autosomal
recessive [4—12].

Glycogenosis type II is a rare disease, its inci-
dence is approximately 1 case per 40 000 newborns,
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Inmukorenos II Ttuma — peakoe 3aboJieBaHHUE,
YacToTa ero COCTaBJIsIeT MPUMEPHO 1 CJIydaidl Ha
40 000 HOBOPOXKIEHHBIX, OHO BCTPEUAETCS IPAKTHU-
YeCKH BO BCeX STHHUECKUX Ipynmnax. Ilo JaHHBIM Ha
2019 1. B Poccuum HACcUUTBHIBAaeTCS MPUMEPHO
36 marueHToB ¢ 6ose3ubio IloMmie [5, 7, 10, 11].

OnHAKO, KaK OTMEYAIOT HKCIEPTHI, UX MOXKET
OBITH U OOJIbIIIE, TOCKOJIBKY 3a00JIeBaHUE HE UMEET
[MIATOTHOMUYHBIX CHMIITOMOB, MaHU(ECTHPYeT B
JI060M BO3pacTe (BBIJEJAIOT KaK PAHHIOK MJIAJIeH-
YECKYyI0, TAK U TO3/THIOI0 B3POCIyI0 (opMbl), apdek-
TUBHO JieunTcs crnenuduieckuM ¢pepMeHTHBIM IIpe-
rmapaToMm (arIioKo3uIa304 ayibda) U I0Ka He BXOTUT
B IlepeueHb aTOJIOTUH, TUATHOCTUPYEMBIX C TIOMO-
b0 HEOHATAJILHOT'O CKPUHUHTA [5, 7, 9, 11-13].

Panusasa wianenyeckas (mHGaHTHUIbHAA) Popma
6ose3nu [Tomne MaHU(ECTUPYET C TIEPBBIX MECAIIEB
JKU3HU, KJIMHUKA BKJIIOYAET TeHEPATH30BAHHYIO
MBIIIIEYHYI0 ¢a00CTh, YAaCTble peCIHpaTOpPHbIE
nHGEKIUH, MAKPOTJIOCCHIO, TeNaTo- U KapArnoMera-
suio. JIabopaTopHO OTMeuaeTcsl BBICOKHI YPOBEHD
depmenToB nakrataeruaporenassl (JIJII) u kpea-
tuHochokuHazsl (KOK). O6pruHas TEpAIUs TAKUM
rmaryeHTaM He IIOMOTaeT, 3a00JieBaHue OBICTPO MPO-
rpeccupyeT, NPUBOAA K HHBaIUIHOCTH. CpenH:ad
MIPO/IOJIKUTETFHOCTD JKU3HU MAI[UEHTOB, HE IOJIy-
YAOIIUX CIenuduIecKkoe JI€YeHUe, COCTABJIAET
2 roxa. /[y manueHToB ¢ MHGAHTUIIBHON (hopMon
6osesnu Ilomme kpaiiHe BasKHBI pPaHHSA JHATHO-
CTHKA ¥ MAKCUMAJIBHO OBICTPO HAUaTas creruduye-
ckas Tepanusa GEepMEHTOM arJIIOKO3Ua30u ainbda,
IIOCKOJIBKY JIOKAa3aHO, YTO UMEHHO paHHee IIpuMe-
HeHHe (GEePMEHTO3aMECTUTEIbHOU TEPAIIUHU YMEHb-
IIaeT pUCK cMepTH Ha 99 % [5, 8—10, 13].

Jasiee MbI TIpe/iCTaBIsIEM KJIMHUYECKUH CIydai
MIIasieHYeckoil popmbl bosiesnn [Tomre, k coxase-
HUIO, ¢ HeOJIaTOIPUATHBIM HCXO/IOM.

KINHUYECKUUA CJIYUA

Pe6enok (T., meBouka) mocTynui 23.08.2021 B
OT/IeJIEHNEe aHECTe3HOJIOTUN-PeaHuMali ¢ Iaja-
TaMU UHTeHCHBHOM Tepamuu N° 2 (OAPUT Ne 2)
O6J1aCTHON METCKON KJINHUYECKON OOJBHUIIBI WM.
H.H. Cunumeso#t (OAKbuC) r. AcTtpaxaHu B BO3-
pacre 5 Mec 7 THEeH.

W3 aHamMHe3a 3KM3HU W3BECTHO, YTO pPebEHOK
PO’KZIeH B HEPOJICTBEHHOM OpaKe 3/[0POBBIMU POJIU-
TeJISIMH, MaTepu 28 JIET, OTIY 27 JIET, II0 HAITUOHAIIb-
HOCTH POJIUTEN — Kazaxu. JleBouka poiuiiach OT 1-H
OepeMeHHOCTH B CPOYHBIX POJIOB C OOBUTHEM ITYIIO-
BUHBI BOKDPYT IIIEW, C MACCOU Tejia 2550 T, JUTMHOM
TeJia 50 CM, OIIEHKOH 10 IIKasie Anrap 6—7 6aJuioB.

BepemeHnHOCTh IIpOTEKasa C MPEIKIAMIICHEH,
deTorutanieHTapHON HEJIOCTATOYHOCThIO, XPOHUUE-

it occurs in almost all ethnic groups. As of 2019, there
are approximately 36 patients with Pompe disease in
Russia [5, 7, 10, 11].

However, as experts note, there may be more of
them, since the disease does not have pathognomic
symptoms, manifests at any age (both early infantile
and late adult forms are distinguished), is effectively
treated with a specific enzyme preparation (aglucosi-
dase alfa) and is not yet included in list of patholo-
gies diagnosed via neonatal screening [5, 7, 9, 11—13].

The early infantile form of Pompe disease mani-
fests itself from the first months of life, the clinic
includes generalized muscle weakness, frequent
respiratory infections, macroglossia, hepato- and
cardiomegaly. Laboratory findings show high levels
of lactate dehydrogenase (LDH) and creatine phos-
phokinase (CPK) enzymes. Conventional therapy
does not help such patients, the disease progresses
rapidly, leading to disability. The average life expec-
tancy of patients not receiving specific treatment is
2 years. For patients with infantile Pompe disease,
early diagnosis and the earliest possible start of spe-
cific therapy by alglucosidase alfa are extremely
important, since it has been proven that it is the ear-
lier use of enzyme replacement therapy that reduces
the risk of death by 99% [5, 8—10, 13].

Next, we present a clinical case of infantile early
onset Pompe disease, unfortunately, with a fatal out-
come.

CLINICAL CASE

The child (T., a girl) was admitted on August 23,
2021 to the Department of Anesthesiology and Inten-
sive Care No. 2 of the Regional Children’s Clinical
Hospital named after N.N. Silishcheva (RCCHS),
Astrakhan City, at the age of 5 months and 77 days.

From the history it is known that the infant was
born in a non-consanguineous marriage by healthy
parents, the mother is 28 years old, the father is
27 years old, the parents are ethnic Kazakhs. The girl
was born from the 1st pregnancy and at term, with
nuchal cord; the body weight was 2550 g, body length
50 cm, Apgar score 6—7.

Pregnancy proceeded with preeclampsia, fetopla-
cental insufficiency, chronic intrauterine fetal
hypoxia, oligohydramnios. The child was born with
signs of intrauterine growth retardation (IUGR). In
the first days of life, there was a clinic of perinatal
CNS damage, hyperexcitability syndrome. During
treatment, neurological symptoms were reversed,
the condition at discharge was satisfactory. Only
BCG vaccination was carried out, hepatitis B vacci-
nation was cancelled due to counterindication.
During newborn hearing screening, an otoacoustic
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CKOI BHYTPHUYTPOOHOI T'HMIIOKCUEHN ILJIO/A, MAaIOBO-
nueM. PebeHOK popmsics ¢ IPU3HAKAMU 33/I€PKKU
BHyTpuyTpob6HOTO paszButusa (3BYP). B nepBbie nHU
JKU3HU OTMeYasach KJIWHHUKA IE€PUHATAIHHOTO
nopaxkenus [[HC, cuHApPOM THIIEPBO30YAUMOCTH.
Ha c¢one sieueHus1 HEBPOJIOTUYECKAST CHUMIITOMA-
THUKa KyIHUPOBAJIACh, COCTOSTHUE IIPU BBIMTUCKE OBLIO
y/I0BJIETBOPUTEJIbHOE. Bhlyla IpoBezieHa TOJIHKO BaK-
nuHanua BIK, BakiiuHanusa NpoTuB renatura B e
IIPOBOJIWJIACH IO TOKazaHuAM. [Ilpu mpoBemeHUN
ayZIMOJIOTUIECKOTO CKPUHUHTA OTOAKyCTUUECKast
SMHUCCHs He 3aPETUCTPUPOBaHa, pe6eHOK BKJIIOUEH B
TPYIIILY PUCKA II0 PAa3BUTHIO HEHPOCEHCOPHOH TYTOy-
XOCTH.

B MecsauHOM Bo3pacTe pebeHKy IIpOBe/leHa Hel-
poconorpadus (HCI), Y3U TazobeapeHHBIX CycTa-
BOB, OPraHOB OPIONTHON TOJIOCTH — IATOJIOTHH HE
BoIABJIeHO. Ha Y3U mouek oTMeuasnacsk jerkas nue-
J109KTa3us ciaesa (0.3 cm).

B Bo3pacTe 2 Mec MOABUINCH CHMIITOMBI OCTPOH
pecnupaTopHoi UHGEKIUU B BUie OpOHXUTA, pebe-
HOK ObLI TOCIUTAIIU3HUPOBAH B 00JaCTHYI0 HH}pEK-
OHOHHYI0 OosibHUIY. OT peHTreHorpaduy OpraHoOB
TPY/THOH KJIETKU W JIeYeHUs MaTh OTKa3ajiach,
JIEBOYKA BBIMHCAHA HA aMOyJIaTOPHO-TIOJIUKINHU-
yecKoe JieyeHre ¢ peKOMeHJallusIMH.

13 anamHe3a 3a601eBaHUs U3BECTHO, UTO C BO3-
pacra 2.5 Mec MaTh cTaja 3aMevarhb y pebeHKa JIuc-
TAQHIIMOHHBIE XPUIBI, 110 ITOBOJY KOTOPHIX HEOJTHO-
KpaTHO obpariajgach B MOJUKJINHUKY. YUaCTKOBBIM
[IeIUaTPOM He BBIBJIEHA IATOJIOTUS CO CTOPOHBI
OpoHx0JIETOYHON cucTeMbl. /o 3—4 Mec JeBOYKa
pocJia 1 pa3BUBaIACh IO BO3PACTY, JeprKajia TOJI0BY,
[IepEeBOPAYNBAJIACE.

C 5-MecssgHOTO Bo3pacTa y pebeHKa crajia Hapac-
TaTh MbIIIeYHAs CJ1a00CTh, MOSIBJINCH CHUMIITOMBI
pecrupaToOpHON BUPYCHON UHQEKITUH, TOBBIIIEHNE
TeMIeparypbl /10 ¢GeOpHUIbHBIX HUMP, YCUIIEHHE
OZIBIIIIKY. PebeHOK ObLI BHOBB TOCITUTAIM3UPOBAH B
MHOGEKITUOHHYIO OOJIBHUILY IO MTOBOJY OOCTPYKTHB-
HOTO OpOHXUTA, TOT/IA YK€ MaTh 3aMeTUJIa U IOTEPIO
Macch Tesia (3a HezleIo pebeHOK MoTepsiI 300 T, 3a
OJTHO KOPMJIEHE OHA CheZlasia OKOJIO 30 T). B uadek-
[IMOHHOM OT/IeJIEHUU IIPOBO/IMJIACH CUMIITOMATHYe-
ckas U aHTHOaKTepuagbHas Tepanus. HecMoTps Ha
JledeHre, MOJTHOCTBIO KyIIMPOBAaTh OOCTPYKIIHMIO HE
yaanochk. IIpy MHCTPYMEHTAJIBHOM HCCIIEZIOBAHUU
3aIMo/I03peH BPOXKAEHHBIH MOopok cepamna (BIIC),
JUISL TaJbHEHIero obcae0BaHus U JieueHus pebe-
HOK niepeBezieH B O[IKbuC.

IIpu nocrymienun B OAPUT NO 2 cocrosiHue
pebeHKa paciieHuBaIoCh Kak Tsikesoe. OOparian Ha
cebs1 BHUMAaHUe JleUIUT Macchl Teya — 21 %, ¢ak-
TUYECKas Macca Tesia IMPU MOCTYIJIEHUU COCTABIISIIA

emission was not revealed, the child was included in
the risk group for sensorineural hearing loss.

At the age of one month, the child underwent
neurosonography (NSG), ultrasound of the hip
joints, abdominal organs — no pathology was
detected. Ultrasound of the kidneys showed mild
pyelectasis in the left (0.3 cm).

At the age of 2 months, symptoms of an acute
respiratory infection appeared in the form of bron-
chitis, the child was hospitalized to the regional
infectious diseases hospital. The mother withdrew
chest X-ray and treatment, the girl was discharged
for outpatient treatment with recommendations.

According to the anamnesis, from the age of
2.5 months, the mother started to notice distant rales
(wheezing) coming from the child’s chest, about
which she consulted repeatedly. The local pediatri-
cian did not reveal any pathology of the bronchopul-
monary system. Up to 3-4 months, the girl grew and
developed according to her age, held her head up,
turned over.

From the age of 5 months, the child began to
develop muscle weakness, symptoms of a respira-
tory viral infection, high fever, increasing short-
ness of breath. The child was again hospitalized to
the infectious diseases hospital for obstructive
bronchitis, at the same time the mother also
noticed a loss of body weight (in a week the child
lost 300 g, she ate about 30 g per feeding). Anti-
bacterial and symptomatic therapy was adminis-
tered in the Infectious Diseases Department.
Despite the treatment, the obstruction was not
completely relieved. During clinical examination, a
congenital heart disease (CHD) was suspected, for
further examination and treatment, the child was
transferred to the RCCHS.

Upon admission to Department of Anesthesio-
logy and Intensive Care No. 2, the child’s condition
was severe. Attention was drawn to the deficiency of
body weight — 21%, on admission, the body weight
was 4890 g. The skin was pale with a grayish tinge,
clean, moderately moist, with pronounced cyanosis
of the nasolabial triangle. Visually, attention was
drawn to the absence of facial expression and face
puffiness, periodic rolling of the eyes, horizontal pal-
pebral fissures, and macroglossia. On examination,
the child was floppy, with marked hypotonia, are-
flexia, decreased gag response, hypersalivation, and
therefore the child was allowed to be on tube feeding.
The large fontanel measuring 2.0x2.0 cm was at the
level of the skull bones and pulsated.

The cough was nonproductive, scanty. Breathing
was accompanied by intercostal retraction; lung aus-
cultation revealed a mass of dry high-pitched and
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4890 r. KoxkHbIe TOKPOBBI OJIE/THBIE C CEPOBATHIM
OTTEHKOM, YHCThIE, YMEPEHHOH BJIAKHOCTH, BbIpa-
JKeH IIMaHO3 HOCOTYOHOTO TpEeYroJbHHUKA. Busy-
ayibHO obOparrasna Ha cebs BHUMaHUEe aMUMUYHOCTh
U OYTJIOBATOCTD JINIIA, IEPUOAUYECKOE 3aKAThIBA-
HHeE I71a3, TOPU30HTAILHBIN pa3pes IVIa3HbIX I1IeJIel,
Makporioccus. Pe6eHOK mpu ocMOTpe OBbLIT BSIJIBIM,
oTMevasiach BbIpaKEHHAasl MbIII€YHAsT THUIIOTOHUS,
apedJiexcusi, CHI)KEHHE TIJIOTOUHOTO pediekca,
THUIIEPCAINBALINSA, B CBA3U € YeM peOEHOK ITepeBeieH
Ha 30H/I0BOE MMUTaHUe. BoJIbIION POIHUYOK pasme-
poM 2.0X2.0 CM HaXOJWJICs HA YpPOBHE KOCTEH
Yyepera, IMyJIbCHPOBAJIL.

Kartmiesp 66171 HEIPOAYKTUBHBIM, PEKUM. J[pIxa-
HUE OCYIIECTBJISIIOCH C BTSIKEHHEM MeXXpeOepHbIX
IIPOMEXKYTKOB, ayCKyJIbTATUBHO B JIETKUX Ha (GOHE
JKECTKOT'O JIBIXaHUsI I10 BCEM TIO0JISIM BBIC/IYIIINBAIAChH
Macca CyXUX CBUCTSAIINX U BJIAYKHBIX MEJIKOITY3bIP-
JaThlx XpUIoB. OABINIKA — JI0 70 JBW)KEHUH B
MUHYTY.

[TepkyTOpHO TpaHWIIBI CepAIlAa PACIIUPEHBI B
IIONIEPEYHNKe, ayCKYJIbTATUBHO TOHBI CepAIa yMe-
PEHHO TPUIVIYIIEHHbIE, PUTMUYHbIE, YACTOTA CEP-
nmeunbix cokpamtenuii (YCC) — 125 B MUH, HachIIIe-
uue kucaopozaom (SpO,) — 96 %. AprepranbHOE 1aB-
neHue — 78/42 MM pr. cT. JKUBOT MATKHUH, TOCTYIIEH
naspnanuu. [leyeHs +3 cM U3-10A Kpas pebepHO
JIyTH, Kpai IJIOTHBIN py nasbnanyuu. Cejie3eHKa He
nasbnupoBasiach. CTys1 KalluIieHd, Auype3 M0 BO3-
pacry.

B crammonape mpoBezneHo 1abopaTopHOE HCCIIe-
JIOBaHUe, B 00IIIeM aHA/IN3€e KPOBU BBISBJIEHBI OTHO-
CUTEbHBIN HEUTpOodUIe3 u TuMdoneHus, B 00IIeM
aHQIN3e MOYU IIATOJIOTUYECKUX OTKJIOHEHWH He
0OHaApPY?KEHO.

B OGuoxuMuuyeckoM aHam3e KPOBH OTMeUasach
TUIIOTJIMKEMUS, TUIIOKAJIbITUEMUsI, HO 0c000 oOpa-
masga Ha cebs BHUMaHUe rurnepdepMeHTEMUs I10
[IOKa3aTeJIsIM TPAaHCAMUHA3 — aJJAHUMHAMHHOTPAHC-
depaze (AJIT) u acmapraTamuHOTpaHChepase
(ACT), a takzke JIIT' u K®K (Tabs. 1).

ITo narubIM TabJI1. 1 HAOJII0IAI0Ch HECTAOMIBLHOE,
HO OTYETJINBOE IIOBBIIIIEHUE ITOKa3aTejleld TpaHca-
muHa3s, JIJIT u KOK.

Pe3ynpTaThl HHCTPYMEHTAIBHOTO UCCIIETOBAHMUS:

» Y3U opraHoB OPIOITHOH ITOJIOCTH — YMEPEHHAs
reraToMeraJus;

 HelipocoHOrpadus — MPU3HAKU BEHTPUKYJIO-
METIMHM W PACIIMPEHUs] HapPYKHBIX JIMKBOPHBIX
IIPOCTPAHCTB;

* KOMIIBIOTEPHASI TOMOTPadUs OPraHOB IPYAHOM
KJIETKA — 3HAYUTEJIbHAsE OUBEHTPUKYJISIpHASA Kap-
JIUOMeTasiusi, BbhIpasKeHHass THUIePTPodUs CTEHOK
MIPEUMYIIIECTBEHHO JieBoro keaymouka (JIK).

fine moist rales with stridor in all fields. Shortness of
breath — up to 70 movements per 1 min.

On percussion, the borders of the heart are
expanded transversely, the heart tones are moder-
ately muffled, rhythmic, heart rate (HR) is 125 per
minute, oxygen saturation (SpO,) is 96%. Blood
pressure — 78/42 mm Hg. The abdomen is soft, pal-
pable. The liver +3 c¢cm from the costal margin, its
edge is hard on palpation. The spleen was not pal-
pable. Stool is loose, diuresis is appropriate to
the age.

In the hospital, lab tests were made: in the blood
count, relative neutrophilia and lymphopenia were
detected, the urine test — without pathological fin-
dings.

In the biochemical blood test, hypoglycemia and
hypocalcemia were noted, but particular attention
was drawn to hyperenzymemia in terms of transami-
nases — alanine aminotransferase (ALT) and aspar-
tate aminotransferase (AST), as well as LDH and
CPK (Table 1).

According to Table 1, an unstable but distinct
increase in transaminases was observed, LDH and
CPK.

Results of imaging studies:

« abdominal ultrasound — mild hepatomegaly;

 neurosonography — signs of ventriculomegaly
and dilatation of external cerebrospinal fluid spaces;

« computed tomography of the chest — significant
biventricular cardiomegaly, marked hypertrophy of
the walls, predominantly of the left ventricle (LV).
Bilateral polysegmental infiltrative changes were
found in the lungs, with consolidation of S2 in the
right lung, and S2, S8 in the left;

« echocardiography — mild dilatation of the left
ventricle and asymmetric thickening of its walls,
more due to the papillary muscles of the mitral
valve and the posterior, lateral walls. The myocar-
dium in this area is of heterogeneous density (local
fibroelastosis?), dyskinetic (acute ischemia of the
posterior lateral wall of the LV). Myocardial con-
tractility is decreased pronouncedly, ejection frac-
tion (EF) — 35%; the global systolic LV function is
moderately reduced (EF — 58%). There was a small
amount of fluid in the pericardium along the poste-
rior wall of the LV, the presence of a diagonal tra-
becula in the LV;

« electrocardiography (ECG) — signs of the atypi-
cal Wolff-Parkinson-White syndrome (WPW),
tachyarrhythmia. Episodes of paroxysmal tachycar-
dia stopped spontaneously; there was an increase in
the electrical activity of the LV with myocardial repo-
larization disturbances of the subendocardial
ischemia type.
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Ta6smmna 1. [Tokazare/in TpaHCAMUHA3, JIAKTATAECTUAPOTEHA3bl U KpeaTUH(GOCHOKUHAZEI B JUHAMUKE
Table 1. Values of transaminases, lactate dehydrogenase and creatine phosphokinase in dynamics

Hara AJIT, Mmxkat/a ACT, MKKaT/JX JIAT*, Ex. /o K®K**, En./x
Date ALT, pkat/1 AST, pkat/1 LDH*, U/1 CPK**, U/1
23.08.2021 2.5 3.2 150 326

8.09.2021 4.1 4.3 755 273

15.09.2021 3.8 6.0 1118 299
19.09.2021 4.5 7.1 2846 178

03.10.2021 4.3 8.1 2269 635

IIpumeuanusa: AJT — anaamaamuHoTpaHcdepasa; ACT — acnapraramuHorpancdepasa; JIIT' — naxrataerugporenasa; KOK —

kpeaTuHdochoKrHa3A.
* Hopma y fieTeii B 5 mec — /10 430 Ej. /1.
** HopMma y ziereli B 5 mec — 710 295 Eni. /1.

N ote: ALT—alanine aminotransferase; AST — aspartate aminotransferase; LDH —lactate dehydrogenase; CPK — creatine phosphokinase.

* The reference values in children at 5 months are up to 430 U/I.
** The reference values in children at 5 months are up to 295 U/1.

B Jsierkux oOHapy:KeHBI JIBYCTOPOHHUE IIOJIHCET-
MeHTapHble WH(PUIbTPATUBHBIE M3MEHEHUs, KOH-
conuzanua S2 mMpaBoOTo Jierkoro U S2, S8 jieBoro
JIETKOTO;

* HXOKAPJIMOCKOIHUA — YMEPEHHOE PacCIIupeHHe
JOK m acuMMeTpu4yHOe YTOJIIeHHE €ro CTeHOK,
0oJIbIIIE 32 CUET NAMMHJUIPHBIX MBI MUTPAJIHBHOTO
KJamaHa M 3ajHed, OOKOBOU cTeHOK. Mwuokapy B
9TOH 00JIaCTH HEOJHOPOJHOM IIOTHOCTH (JIOKaIbh-
HBIU (pubposIacTo3?), AUCKUHETHYEH (0CcTpas uiie-
mus 3amaHebokoBoii crenku JIK). Pesko cHmKeHa
COKpaTUMOCTb MUOKap/a, ¢ppakius Beiopoca (EF) —
35 %; 1yI00anbHAs cUcTOIMYecKass (PYHKIUS MHO-
kapaa JOK camxena ymepenno (EF — 58 %). Orme-
Yajoch HE3HAUUTETbHOE KOJIMYECTBO KUIKOCTU B
nepukap/e no 3aaHed crenke JOK, Hasmuue quaro-
HayIbHOU Tpabekyst JIK;

« anextpokapauorpadusa (AKI) — npuzHaku aTu-
nuuHoro cunapoma Wolff-Parkinson-White (WPW),
TaxuapuTMus. [IpucTymbpl mapokcU3MaaIbHOU TaxXu-
KapZIu¥ KYIIUPOBAIUCH CaMOCTOSITEIbHO, OTMeda-
JIOCH IOBBIIIIEHHE AJIEKTPUUYECKOl akTuBHOCTH JIXK ¢
BBIPOKEHHBIM HapYIIEHHEM PENOJIAPU3AIMN MHUO-
Kap7a 1o TUITY CyOsH0KapAHaTIbHOH UIIIEMUH.

PebGeHOK MPOKOHCYILTUPOBAH JIETCKUM Kap7uo-
JIOTOM, BBICKa3aHO MPEATIOJIOKEHHNE, UYTO Y pebeHKa
HabJII0Ia7Iach CUMIITOMATHKA IOJIOCTPO TEKYIIETO
kapauta c awnaranuer JOK w acuMMeTpudHOH
runieprpodueit crenok JIXK, cHMKeHUMEM CcOKpaTH-
TeJIbHOU QYHKIUM MUOKaAp/a, aTUITUIHBIM CUH/IPO-
moM WPW, HapylienueMm puTMa cepla IO THUILY
MMApPOKCU3MAIbHON TaXWUKapUH, CEPJAEYHON HEJI0-
crarounocty (CH) 2A crenenu (cr). He uckiouascs
BPOXK/IEHHBIN T€He3 Kap/IUTa ¢ UCXO/IOM B HJIHOIA-
THYECKYIO0 KapAUOMUOIIATHIO.

[To 3akTI0UeHUIO HEBPOJIOTA Y IMAIHEeHTa ITOCIIE -
CTBUSL THUIOKCHYECKH-UIIIEMHYECKOTO ITOPa’KeHUs

The child was consulted by a pediatric cardiolo-
gist, an assumption was made that the child suffered
symptoms of subacute carditis with LV dilatation
and asymmetric hypertrophy of the LV walls,
decreased myocardial contractility, atypical WPW
syndrome, cardiac arrhythmia in the form of parox-
ysmal tachycardia, class 2A heart failure (HF). Con-
genital carditis with an outcome in idiopathic cardio-
myopathy was not excluded.

According to the conclusion of a neurologist, the
patient has the consequences of hypoxic-ischemic
injury of the central nervous system, motor develop-
mental disorder (retardation), myotonic syndrome.

According to the physical examination, data of
the tests and consultations of subspecialist physi-
cians, a presumptive diagnosis was made: Subacute
carditis with LV dilatation and asymmetric hypertro-
phy of the LV walls, a decrease in myocardial con-
tractile function, 2A HF. Community-acquired bilat-
eral multisegmental pneumonia. Respiratory failure,
degree 2. Consequences of hypoxic-ischemic injury
of the central nervous system. Motor development
retardation. Mpyotonic syndrome. Malnutrition,
degree II.

In the department, the child underwent infusion
therapy with Dexason, Trental, antibacterial therapy
with Bacperazone, inhalations with Pulmicort, Atro-
vent.

The child was also consulted by a cardiologist of
the Federal Center for Cardiovascular Surgery,
Astrakhan. There were no data indicating the pres-
ence of congenital heart disease; the changes were
considered as a result of past perinatal carditis.

Despite the ongoing therapy, the child’s condition
remained severe, heart failure progressed. In order
to stimulate myocardial contractility and circulatory
insufficiency control, Dopamine was prescribed in a
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ITHC, mapymieHue (3a7iepKKa) MOTOPHOTO Pa3BU-
THS, MUOTOHUYECKHUUA CHH/IPOM.

I[To maHHBIM OOBEKTHMBHOTO OCMOTpA, JAHHBIX
JIOTIOJTHUTEJIBHBIX WICCIIEIOBAHUN U KOHCYJIBTAIUI
V3KHX CIENHAIUCTOB OB IOCTABJIEH ITPEITIOJIOMKHU-
TeJIbHBIA AuarHo3: I1ofocTphlil KapAuT C uiiaTa-
nueit JOK 1 acuMMeTpuyHOM runepTpoduei CTeHOK
JDK, CHIDKEHHEM COKPaTUTEJIbHOU (QYHKIIUA MHO-
kapna, CH 2A cr. BHeGosbHUYHAS ABYCTOPOHHSIS
[IOJTUCETMEHTApHAsI ITHEBMOHWA. JlpIxaTeiapHas
HEJIOCTAaTOYHOCTh 2-U cT. [locencTBUsl THUIIOKCH-
yecku-uneMmuueckoro nopaxkenusa I{THC. Hapymie-
HUe (3a/1epKKa) MOTOPHOTO pa3BUTHA. MuOTOHNYE-
ckuii cuHzpoM. Hepocrarounocts nutanus 11 cr.

B oTmenenun pebeHKy MPOBOAMIACh MHDY3HOH-
Has Tepamnus ¢ BkaoueHueM Jlekcasona, Tpenraia,
aHTHOaKTepUasIbHasA Tepanus bakmepa3soHoM, HHTa-
aanuu [ys1sMUKOpTOM, ATPOBEHTOM.

PeGenok Takike OBUI IMPOKOHCYJIBTHPOBAH Kap-
nuosiorom  ®enepaTbHOrO  IIEHTPA  CEPJIEUHO-
COCYAUCTOH XUPYPruu r. AcTpaxaHb. JIaHHBIX, CBU-
JIeTesibcTBOBaBIINX 0 Hanugyuu BIIC, He BBISBJIEHO,
U3MEHEHUs PACCMATPUBAJINCH KaK Pe3yJIbTaT Iepe-
HECEHHOTO ITePUHATATFHOTO Kap/IUTa.

HecMmoTps Ha TPOBOANMYIO TepAIHIO, COCTOSHIE
pebeHKa TPO/IOJIKATIO0 OCTABATHCSA TSIKEIBIM, Cep-
JlegHast HEJI0OCTATOYHOCTh IporpeccrupoBaIa.
C LeJIbI0 CTUMYJIAIUA COKPATUTEIHBHON CIIOCOOHO-
CTH MUOKap/a u O60pbOBI ¢ HEJIOCTATOYHOCTHIO KPO-
BooOpareHus HazHaueH J[obaMUH B KapAHUOTOHU-
yeckou mo3e, PubokcuH, KamoreH, BepormupoH,
Heoron. OtpunaresyibHast JUHAMUKA HA0JTI0AA1aCh U
B OTHOIIEHUM TIOJIUCETMEHTAPDHOU ITHEBMOHUH,
KOTOpasi yCyTyOJIsIach 3aCTOEM B MaJIOM KPyTe Kpo-
BOOOpalleHusi, B pe3yJibTaTe yero OblIa MMPOBeJIeHa
3aMeHa bakmepasoHa Ha KOMOMHAIIMIO aHTHOHUOTH-
k0B — Umunuuema u AMukanusa. B cBa3u ¢ Hapac-
TaHWEM MHUOTOHHYECKOTO CHH/[POMA W JIbIXaTeJlb-
HOH HEeJ0CTATOYHOCTU peOeHOK ObLI mepeBeieH Ha
HWCKYCCTBEHHYIO BeHTWIANUI0 Jerkux (MBJI), s
CaHAIUH TPaxeoOPOHXUAJIBHOTO JIEpeBa HAJIOXKEHA
TpaxeocToMa.

YuureiBass cBoeoOpa3Hy0 KINHHYECKYIO Kap-
THHY, OBLJIO BBICKA3aHO IPEJIIOJIOKEHNE O TEHETH-
yeckoM reHese mopakenus cepauna u ITHC, peko-
MEH/IOBAaHA KOHCYJIbTAIIUA TeHeTHKa. Bo3MOKHOCTD
HaJIW4YUsA y JeBOYKu OosiesHu I[lomrme moaTBepik-
Jlajtach:

e IT0 JAHHBIM aHAMHEe3a — 3a7IEPIKKOH MOTOPHOTO
pasBuTHA Ha GOHE CUHAPOMA MBIIIEUHOH THIIOTO-
HUHM, HAa KOTOPYyI0 OBbLIO OOpalieHo BHUMAaHHUE C
5-MeCSIHOTO BO3PACTa; PECHUPATOPHBIMU 3aboJie-
BaHUAMU C OOCTPYKITHEN C 3 MEC;

* I10 JAHHBIM 0O BEKTUBHOTO 00C/IEIOBAHUS:

cardiotonic dose, Riboxin, Capoten, Verospiron,
Neoton. Negative dynamics was also observed in
relation to multisegmental pneumonia, which was
aggravated by pulmonary congestion. For that rea-
son Bacperazone was replaced with a combination of
antibiotics — Imipinem and Amikacin. Due to the
aggravation of myotonic syndrome and respiratory
failure, the child was transferred to mechanical ven-
tilation (MV), a tracheostomy tube was placed for
toilet bronchoscopy.

Taking into account the peculiar clinical picture,
a supposition was made about genetic origin of the
heart and central nervous system lesions; a geneti-
cist consultation was recommended. The possibility
of the girl having Pompe disease was confirmed:

« according to the anamnesis — delayed motor
development associated with the syndrome of mus-
cular hypotension, the attention to which was drawn
from the age of 5 months; obstructive respiratory
diseases from 3 months;

« according to the physical examination:

a typical phenotype with the absence of facial
expression and puffiness of the face, horizontal pal-
pebral fissures, macroglossia;

the presence of diffuse muscular hypotonia, are-
flexia, decreased gag reflex, hypersalivation, pulsa-
tion of the large fontanel, periodic rolling of the eyes;

the need for tube feeding, degree II malnutrition;

protracted course of the bronchopulmonary pro-
cess with symptoms of respiratory failure;
hepatomegaly;

« according to the clinical tests:

cardiomegaly — according to the results of chest
X-ray, non-obstructive pseudohypertrophy of the
myocardium of the left ventricle and interventricular
septum — according to the results of echocardio-

graphy;
the WPW syndrome with short episodes of parox-
ysmal tachycardia (stopped spontaneously),

increased electrical activity of the left ventricle with a
pronounced myocardial repolarization disturbances
of subendocardial ischemia type — according to ECG
results;

dilatation of the ventricular system of the brain
and external cerebrospinal fluid spaces — according
to the results of neurosonography;

« according to the lab tests (biochemical blood
test) hyperenzymemia was noted — an increase in
ALT, AST by more than 5 times, LDH — up to
2269 U/1, CPK — up to 635 U/], hypoglycemia.

To confirm a diagnosis of Pompe disease, acid
alpha-glucosidase activity in dried blood spots using
tandem mass spectrometry was assessed. A dramatic
decrease in alpha-glucosidase to 0.09 pmol/l/h
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TUIUYHBIM (HEHOTUIIOM C aMHMUYHOCTBIO U
OZIyTJIOBATOCTHIO JIMIA, TOPU30HTATBHBIM Pa3pe3oM
IJIa3HBIX IeJIed, MaKpOIJIOCCUEN;

HamyreM Au(pOy3HON MBIIIEUHOU TUIIOTOHUH,
apedJIeKCHUU, CHI)KEHHS TJIOTOYHOTO pedJiekca,
THUIIEPCATUBAIINH, ITYJIbCAIUHU OOJIBIIOTO POTHUYKA,
TIEPUOJIMYECKOTO 3aKAThIBAHUA IJ1a3;

HEOOXOIMMOCThIO 30H/IOBOTO KOPMJIEHHs, HE/IO-
cTaTOYHOCTHIO muTauus I1 crenenuy;

3aTsKHBIM T€YEeHHEM OpPOHXOJIETOYHOTO ITPO-
mecca C SIBJEHUSIMH JIbIXaTeJIbHOH HEA0CTaTOU-
HOCTH;

renaToMerajanen;

e I0 JIAHHBIM WHCTPYMEHTAJIBHOTO HCCIIEN0-
BaHUSA:

KapJMOMerajuei — 10 pe3ysibTaTaM PEHTTeHO-
rpaduu TPyAHOU KJIETKU, HEOOCTPYKTUBHOM IICEB-
JorutiepTpodueli MUOKap/Aa JIEBOTO JKeJIy/louKa U
MEXKIKEITYy/TOYKOBOU IEPETOPOIKH — IO PE3YJIbTaTaM
5XO0KaPAUOCKOIIHH;

cugapomoM WPW ¢ KOPOTKMMH IPHUCTyIaMU
MMAPOKCU3MAJIbHOU TaxXUKapuu (KymUpOBaIHCH
CaAMOCTOSITEJIHHO), TIOBBIIIIEHUEM BJIEKTPUUECKOU
AKTUBHOCTH JIEBOTO JKEJIYJOUKA C BBIPAKEHHBIM
HapyIIEHHEM PEeIOoJISPU3aIUA MUOKap/a MO THILY
CcyO9HIOKApIUNAIBHON WIEMHH — 110 pe3yJibTa-
tam JKT;

pacIIupeHueM  KeJyIOYKOBOM  CHUCTEMBI U
HapPYKHBIX IUKBOPHBIX POCTPAHCTB — 10 Pe3yJIbTa-
tam HCT;

* [10 JIAHHBIM JIAOOPATOPHOT'O MCCJIEJIOBAHUS — B
OMOXUMHUYECKOM aHajln3e KPOBU OTMEUYAJIHCh
runepdepMeHTEMUs — TOBBIIIEHUE IOKa3aTesel
AJIT, ACT 6ousiee uem B 5 pas, JIIT' — n0 2269 Ex./n,
KO®K — 10 635 Ex. /i1, runiormnkeMus.

s moaTBep:AeHus 60o1e3Hu ITomIte ObLIO ITPO-
BEJIEHO HCCIIEZIOBAHUE HA OTNpe/ieIeHUE aKTUBHOCTH
KUCION anbda-TaoKO3UAa3bl B MATHAX BBICYIIIEH-
HOW KpOBU C NPUMEHEHHEM TaHJEMHOU Macc-
CIIEKTPOMETPHUU. BBIABIIEHO pE3KOe CHIDKEHHE
anbGa-TIIKO3UAa3bl 10 0.09 MKMOJIb/JI/4 (HOpMa
1.00—25.00 MKMOJb/y1/49). CHIDKEHUE aKTHBHOCTH
(epMeHTa TTOCITYKHUIIO OCHOBAaHHUEM JIJIsI TIOCJIETYEO-
mert JIHK-guarHocTuku. 29.09.2021 TOJIyYEHBI
pe3yJIbTaThl KCCIIEIOBAHUS KPOBU peOEHKAa METO-
oM «cyxoro msatHa». C HCIOJIb30BAaHHEM METO/Ia
MIPSIMOTO aBTOMATHYECKOTO CEKBEHHUPOBAHUA IIPO-
BeJIeH IIOJIHBIN aHanu3 reHa GAA. BoIsBiIeHbI 2 rere-
POBUTOTHBIE MYTAIlAH, MOATBEPIKAAIOIIHE JUATHO3
6osie3nu [Tomre.

TakuMm oOpa3oM, HA OCHOBAHHUHU JAHHBIX aHAM-
He3a, OOBEKTUBHOrO 00C/IeIOBaHUsA, crenudmuye-
CKUX U Hecltenu(puIecKux 1a00paTOPHbIX U HHCTPY-
MEHTAJIPHBIX HCCJIEIOBAHUM, OCMOTpa CIeIHaIn-

(reference values 1.00—-25.00 pmol/l/h) was
revealed. The decrease in enzyme activity served as
the basis for the subsequent DNA diagnostics. On
September 29, 2021, the results of dry blood spot
analysis were received. A complete analysis of the
GAA gene was performed by direct sequencing. Two
heterozygous mutations were identified, confirming
the diagnosis of Pompe disease.

Thus, based on the data of the anamnesis, physi-
cal examination, specific and non-specific lab and
clinical test, examination of specialist physicians, the
final clinical diagnosis was made:

Principal: type II glycogenosis, Pompe disease,
early infantile form, severe course.

Complications of the principal disease: second-
ary metabolic cardiomyopathy (secondary symmet-
rical non-obstructive pseudohypertrophy of the
myocardium of the ventricles and interventricular
septum with a moderate decrease in myocardial con-
tractility). WPW syndrome with paroxysmal tachy-
cardia episodes. Circulatory failure 2B, degree 3.

Bilateral multisegmental pneumonia, respiratory
failure, degree 2.

Secondary myopathic syndrome (flaccid tetrapa-
resis, bulbar palsy, gross retardation of psychomotor
development). Syndrome of hydrocephalus.

Malnutrition, degree II.

Pathogenetic therapy with the alglucosidase alfa
enzyme is the only possible pathogenetic treatment
for this disease registered in the Russian Federation.
Alglucosidase alfa is a recombinant form of human
acid alpha-glucosidase. After receiving the results of
measuring the acid alpha-glucosidase activity in
dried blood spots, DNA diagnostics and verification
of the diagnosis on 10/03/2021, a face-to-face con-
sultation was held by Dr. Sci. (Med.), Professor of the
V.A. Tabolina Department of Hospital Pediatrics
No. 1 of the Pirogov Russian National Research Med-
ical University, pediatric cardiologist, member of the
Expert Commission on Pompe disease N.P. Kotlu-
kova. As a result, a decision was made to start ther-
apy with Myozyme (alglucosidase alfa). On October
12, 2021, the first injection of Myozyme was per-
formed at a dosage of 100 mg + 80.0 ml of NaCl 0.9%
intravenously, as a continuous infusion for 3 hours,
starting at a rate of 5 ml/h. The girl bore the infusion
satisfactorily. No adverse reactions observed. Paren-
teral nutrition (Aminoven, Lipofundin), Carvedilol
was added to the previous therapy, correction of the
identified syndromes continued. On October 26,
2021, the second administration of Myozyme was
carried out without adverse reactions. The next day,
October 27, 2021, the girl’s condition deteriorated
dramatically, bradyarrhythmia with a transition to
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CTOB TIIOCTaBJIEH OKOHYATEJIbHBIH KJIMHUYECKUH
JINarHO3:

OcHoBHOIi: rIuKkoreno3 I tuma, 6os1e3us ITomie,
paHHsAA uHpaHTWIbHAA GOpMa, TAKEI0e TEUeHUE.

OcJ10KHEHUST OCHOBHOTO 3a00JI€EBAHUS: BTOPHY-
Has MeTaboyimuecKas KapAuOMUONATHsA (BTOPUIHAS
CUMMeTpUYHas HEOOCTPYKTHUBHAS IICEBIOTHUIIEPTPO-
us MUOKap/a JKeJTYIOUKOB U MEXKETYTOIKOBOM
[IEPETOPOJKN ¢ YMEPEHHBIM CHUKEHUEM COKPAaTHU-
TeJIbHOU criocoOHOCTH MuOKapza). Cuagpom WPW ¢
MIPUCTYIIaMH TaPOKCU3MaIbHOH Taxukapanu. Hemo-
CTaTOYHOCTb KpoBooOpamieHus 25 — 3-1i cr.

JIByCTOPOHHSASI MOJIMCETMEHTAPHAsA ITHEBMOHUSA,
JIbIXaTeJIbHAas HeJIOCTATOYHOCTh 2-H CT.

Bropuunbiii MuomaTudecKuil CUHAPOM (BSLIBIN
Terpanape3, OysipOapHBI  CHHIpOM, Tpybas
3a7iepiKKa IICUXOMOTOPHOTO pa3BUTHA). ['maporie-
(anbHBIN CHHAPOM.

Henocratounocts nutanus I ct.

[Tarorenernueckas Tepanus GepMEHTOM aJITJIIO-
KO3U1a30i anbda ABJIAETCS €NUHCTBEHHBIM BO3-
MOKHBIM TIaTOT€HETHYECKHUM METO/JIOM JIEUEeHUs
JTAaHHOTO 3a00JIeBaHUsA, 3apPETUCTPUPOBAHHBIM HAa
Tepputopun PO®. Anriokosniasa anbda mpescTas-
J1s1eT c060Y peKOMOMHAHTHYIO (DOPMY YeI0BEUECKOU
KUCTION anbda-Tiioko3uasel. [locae mosydeHus
Ppe3yJIbTaTOB UCCIeJOBAaHUSA Ha OlIpe/iesieHre aKTUB-
HOCTH KHCJION ayib(da-TIIFOKO3U/a3bl B IIATHAX BHICY-
meHHOU KpoBu, JJHK-mmarHoctukm m Bepuduka-
MU IHarHo3a 03.10.2021 ObLIa MpOBeJieHa OUHask
KOHCYJIbTalluA JI-pa MeJl. HaykK, mpodeccopa kade-
JIPBI TOCIUTATBHOM nepuaTpuu NO 1 um. B.A. Ta6o-
auHa OTAOY BO «Poccuiickuii HaIlMOHAJIBHBIN
HCCJIEZIOBATEJIbCKUA MEJUIIMHCKUA YHUBEPCUTET
uMm. H.W. TTuporosa», IETCKOTO KapAN0JIOTa, YieHa
SKCIEPTHOH KoMuccHH 10 Oose3nu  [lomme
H.II. KoTyiykOBOH, B pe3ysbTaTe MPUHSATO PEIIeHUe
HauaTh TEpANUIo IpenapaToM « Matiozaiim» (ario-
Ko3uzasa anabda). 12.10.2021 MPOU3BEAEHO ITEPBOE
BBeleHHe Tmpernapata «MaiosaiiMm» B [03UPOBKE
100 Mr + 80.0 mu NaCl 0.9% BHYTPHUBEHHO, B BHJIE
HeNpephIBHON NH(QY3UU B T€UEHUE 3 U, HAUMHAS CO
ckopoctH 5 MuI/4. JleBouka BBeJIEHUE IIepeHecsia
VIOBJIETBOPUTENbHO. [I0OOYHBIX peakIuil He
Habmoganock. K panee mpoBOAWMON —Tepamuu
JI00aBJIEHO MMapeHTepaJibHOE MUTaHWe (AMUHOBEH,
Jluntodbyuaun), KapBeausiosn, mpoosrKatach KOp-
PeKIUs BBIABIEHHBIX CHHAPOMOB. 26.10.2021 6bLIO0
MPOBEJIEHO BTOpPOE BBeJleHMEe mpenapara «Mario-
3aiiM», TOOOYHBIX peaKIUi Ha BBeZeHHe He ObLIO.
Ha cnexgyromue cyTkw, 27.10.2021, COCTOSHHUE
JIEBOUKH PEe3KO YXy/IINJIOCh, OTMedasiach Opamua-
pUTMUS C IEPEX0JIOM B acuctosuo. HauaTer peanu-
MAITMOHHBbIE MEPOIPUATUSA: 3aKPBITBIH Maccax

asystole was noted. Resuscitation was started:
closed-chest resuscitation, adrenaline, atropine, hor-
mones intravenously. MV was continued (FiO, —
100%, rate — 50). After 15 min of resuscitation, car-
diac activity was restored, after which the resuscita-
tion for cardiac arrest was performed twice. The last
resuscitation continued for 30 minutes but without
success, and at 16:15 on October 27, 2021 death was
pronounced.

CONCLUSION

The presented clinical case demonstrates the
most negative of the possible consequences of the
infantile form of Pompe disease — the death of a
child. It is possible that the clinical form in this child
had an unfavorable prognosis initially, it developed
and progressed rapidly, leaving no time for a diag-
nostic search. Unfortunately, this is often the case
with many rare diseases. Without the specific test
results, including genetic, the diagnosis will not be
confirmed, and the way to a reasonable assignment
of such tests is quite long. Competent actions of a
pediatrician, clinical suspicion for infants with
unusual combinations of symptoms, multiorgan
lesions, involvement of subspecialist physicians,
including genetics, in the examination of the patient
will help to increase the efficiency of the diagnostic
stage. Finally, the inclusion of Pompe disease in the
list of diseases for neonatal screening is relevant. In
this case, the treatment will be preventive in nature
and will not allow the symptoms of the disease to
develop in a severe form. Preventive therapy will not
only prevent death in Pompe disease, but also sig-
nificantly reduce the percentage of disability.
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Cep/La, ipeHaINH B/B, aTPOIIHH B/B, TOPMOHBI B/B.
IIponomxena MBJI ¢ mapamerpamu FiO, 100 %,
rate 50. Uepes 15 MUH peaHUMAIIMOHHBIX MEPOIIPHU-
SITUU CEPZIEUHYIO JIeATEIHHOCTh YIJIOCh BOCCTAHO-
BUTH, IIOCJIE 3TOTO ellfe ABAXK/bI BBIIOIHAINCH pea-
HUMAaI[OHHbIE MEPOIIPUSATHS IO TOBOJTY OCTAHOBKH
cepAna, MoCJIeAHUN pa3 peaHHMAaIllOHHBIE MEpPO-
MIpUATHUS, IPOBOAUMEIE B TEUeHHE 30 MUHYT, ycIexa
He HuMeJId, B 16:15 27.10.2021 KOHCTaTHPOBAaHA
CMEPTb.

3AKJIIOYEHUNE

IIpenicTaBieHHBIM KIMHUYECKUH cIydail 1eMOH-
CTpPUpPYeT caMOe HeraTUBHOE 13 BO3MOXKHBIX IIOCTIE] -
cTBUH MutaieHYeckor (opmbl 6ose3nn Ilomie —
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cMepTh pebeHka. Bo3aMOKHO, UTO UMEHHO Y 3TOTO
pebenka xiImHHUYecKas ¢hopMa HM3HAYAIBHO HMMesia
He6JJIaTONPUATHBIN IPOTHO3, OBICTPO PA3BUBAIACH U
IporpeccrpoBasia, He OCTaBJAA BPEMEeHH JJIA Jiha-
THOCTHYECKOTO roucka. K corxaneHnio, co MHOTUMH
penxumu 3a6071€EBAHUSAME TaK YacTO U IIPOUCXO/TUT.
Bes pesynbraToB crieruuuecKux UCCae0BaHU, B
TOM 4HCJIe TeHeTUUeCKOTo, UarHo3 IO/TBEPKIAEH
He OyzeT, a Jopora K 000CHOBAHHOMY Ha3HAUEHUIO
TaKUX UCCJIEIOBAHUH OKA3bIBAETCS JOBOJIBHO JJTUH-
HoU. [ToBbICHTH 3D HEKTUBHOCTD IMATHOCTUYECKOTO
JTama IOMOTLYT T'DaMOTHBIE JIeCTBUA IeUaTpa,
HACTOPOKEHHOCTh B OTHOIIEHWM MJIaJIEHILIEB C
HEOOBIYHBIMU COYETAHUSMHU CHUMIITOMOB, MYJIBTHU-
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