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Annoramus. IIpencrapnen KIMHWYECKUN CTydai HAOMIONCHUS 1 JICUCHHS MManyeHTa ¢ 6ome3npto [lomme ¢
no3nanM HadanoMm (BIIITH) — penkoit HacnencTBeHHOH OONE3HBIO HAKOIUICHUS, CBSI3AHHOU C NE(UIIMTOM
(hepMeHTa KUCIION MaibTasbl (KACIOW O-TJTFOKO3HMIA3bl) B JIM30coMax. llepBrie mMpu3Haky 3a00JIeBaHUSA Y
nanuenTta C. — penuaAnBUpYIOIKE OOJM B )KUBOTE — NOsIBWIKCH B 10-neTHeM Bo3pacte. JluarHo3 0oie3Hb
[Nommnie ¢ mo3mHMM HavajaoM OBUI MOCTABICH B OJHOM M3 (helepalbHBIX IIEHTPOB MOCJE TIIATEILHOTO
7Ta00paTOpHOTO M MOJIEKYIIAPHO-TEHETHUECKOTO WCCIEOBaHUNA. 3aMecTHTeNbHas (epMEHTHAs Teparus
ANIITIOKO3U/Ia30i anb(a Jana IOJIOKHUTENbHBIE PE3yJBTaThl: CTAOMIM3UPOBAIOCH COCTOSIHHE ITAllMeHTa,
CHM3HJIAch AKTHUBHOCTD psana ToKazarenei - acrapTaraMUHOTpaHcpepasbl (ACT),
anmannHamMuHOoTpaHcdepassl  (AJIT), kpearnndpocdokunazsl (KDOK). IlpencraBneHHblii JOKa3aHHBINA
KIIMHUYECKUH cirydail 6oe3nn [loMrre ¢ mo3HIM HavaaoM ¢ OTICHKOW COCTOSHUS TAITUCHTA JI0 JICUCHUS U
pe3ynbTaThl mocie (GpepMeHT03aMeCTUTENLHON Tepaliui MOXKET OBITh MOJIE3HBIM B MPAaKTHYECKOH paboTte
IIMPOKOTO KpyTa Bpadyel — TepareBTaM, racTpOIHTEPOJIoraM, HeBpoJIoraM, BpadaM OOIIei MPaKTUKU | Jp.

KiroueBble cioBa: Gosesns Ilomme, Gone3np Ilomme ¢ mo3mHuM Hadanom, KHcias O-IVIFOKO3MA3a,
3aMecTUTeNbHas (hepMEeHTHAs Teparus
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Pompe Disease with a Late Onset.
What Does a Practitioner Need to Know About?
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Abstract. The article presents a clinical case of observation and treatment of a patient with late-onset
Pompe disease (LOPD), a rare hereditary storage disease associated with a deficiency of the enzyme acid
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maltase (acid a-glucosidase) in lysosomes. The first signs of the disease in patient S. — recurrent abdominal pain
— appeared at the age of 10. The diagnosis of late-onset Pompe disease was made in one of the federal centers
after careful laboratory and molecular genetic studies. Enzyme replacement therapy with Alglucosidase Alpha
gave positive results: the patient's condition stabilized, the activity of a number of indicators decreased —
aspartate aminotransferase (AST), alanine aminotransferase (ALT), creatine phosphokinase (CPK). The
presented proven clinical case of late-onset Pompe disease with an assessment of the patient’s condition
before treatment and the results after enzyme replacement therapy can be useful in the practical work of a
wide range of doctors - internists, gastroenterologists, neurologists, general practitioners, etc.

Keywords: Pompe disease, late-onset Pompe disease, acid a-glucosidase, enzyme replacement therapy.
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BBenenune

bonesns [lomne (BII) — HacnencTBeHHass MeTaboMueckasi MUONATHsL, OOYCIIOBJICHHAS OTJIO-
KEHUEM JIN30COMAJIBHOTO INIMKOT€Ha NPH OTCYTCTBHU WJIM CHM)KEHMH aKTUBHOCTH (hpepMEHTa KHC-
noi ManeTasel [Sun, 2018; Martina et al., 2020]. BIT 6bu1a onrcana B 1932 r. rojutaHIcKiUM IaTosio-
roanatomoM M.K. Tlomne. IIpu BII nu3zocomaibHblii MHUKOr€H HAKAIIMBAETCS BO MHOTMX TKAHSX C
HanOoJIee 3aMETHBIM MMOPAKCHUEM CKEJIETHBIX, CepAeUHbIX U riaakux e [Heffner et al., 2018;
de Araujo et al., 2020]. 3aboneBanue 00ycnoBieHo MytanusiMu reda GAA, KapTupoBaHHOTO Ha 17-i
xpomocome B Jiokyce 17q25.3 u kogupyrorero cuaTe3 kucioi anbga-1,4-rimoko3uaasel [Pena et al.,
2019; Martina et al., 2020]. KonmmuectBo myTtanmii rena GAA mipu BI1 — Gonee 450. OHu cHIDKAIOT
WIM TOJIHOCTBIO YCTPAHSAIOT 3TOT BaXHBIH ()EPMEHT, KOTOPBIN BBI3bIBAET HAKOIUIEHHUE TIIUKOTe-
Ha, TOBPEX/asi MPU 3TOM MBIIIIBI ckennera u cepana [Clemens et al., 2019; Kishnani P. et al.,
2019]. Tsokecth 3ab0jeBaHMS W BO3pAcT Hadaja MOTYT BapbUPOBaTh B MIMPOKUX Mpeeiax U
CBsI3aHBI CO CTeneHblo aeduiuta pepmentos [Hardcastle et al., 2018; Keeler et al., 2019].

Pacripoctpanennocts BIT ¢ mo3aamM HawamoM coctapisieT nmpumepHo 1 ciydait Ha 60 000
B3pOCJIOro HaceneHus. 3a0ojeBaHHE BCTPEUAETCs] MPAKTHMYECKH BO BCEX ITHHUUYECKUX TpyIax
HaceJeHusl U pa3HbIX reorpadpuueckux peruonax [Kohler et al., 2018].

Cornacno MKB-10, 3a6oneBanue oTHOCHTCS K Kiaccy [V, 6one3HsIM SHIOKPUHHON cucTe-
MBI, PACCTPOMCTBY NMUTAHHS U HApyIIEHHIO oOMeHa BemecTB, E74.0 — Gone3Hn HaKOTUICHUS TIIH-
korena (6omne3ns [lomre).

BIT HocuT mporpeccupyromuii Xxapakrep TeueHHs 3a001eBaHms], UMEHHO MI03TOMY OTJIOKEHHE
[JIMKOT€HA B TKAHAX-MUIICHIX HapylIaeT UX (QyHKIUIO U MPUBOJUT K HEOOPATUMBIM CTPYKTYpPHBIM
U3MEHCHUSAM TKaHe# u rudenu 6ospHoro BIT [Mayeuf-Louchart et al., 2019]. BIT — sto, oxHo3HauHO,
HOJIMOpTaHHas maToyoryus. B HacTosIee BpeMs BBIICNISIOT BE €€ OCHOBHBIE (DOPMBI:

1) mnanenueckas popma BII nposiBnsieTcs ¢ nepBbIX Mecs1EB KU3HU (HapyLIeHUEe MUTaHu,
3aTpyIHEHHOE JIbIXaHue, MbIIeYHast aucTpodus, kapauomuonarus). bes dhepmenrozamecturesns-
Hoii Teparuu (P3T) mimaaeHIbl yMUPAIOT OT Pa3BUBIIMXCS OCJIOKHEHHH, HE AocTHras 1-ro roja
xu3nu [Gupta et al., 2020];

2) BII ¢ no3nuum nHauanoMm (BIIITH) xapaktepusyercsi mporpeccupyromeil MbIIIeYHON
CJ1a00CTBIO U MPHUBOAMT K CMEPTH OT JIbIXaTEIbHON HEAOCTATOUYHOCTH M3-3a clabocTu auadpar-
MalTbHBIX 1 Meskpebepubix Mol [Ellingwood et al., 2018].

BIIIIH oTnruyaercs reTreporeHHOCThI0 KIIMHUYECKUX MPOSBIICHHM, pa3HbIM BO3PACTOM IIPO-
SBJICHUS TIEPBBIX OYEBHJHBIX NMPU3HAKOB M CHMIITOMOB, Pa3HOM CKOPOCTBIO MPOrPECCHUPOBAHUS
00JIe3HU U BBIPAXKEHHOCTHIO ciiaboctu Ml [Reuser et al., 2019]. BIIIIH mMoxeT nposiBUThCS B
J1000M BO3pacTe U B OCHOBHOM XapaKTEPHU3YETCsl MOPaKEHUEM CKEJIETHOW U JIbIXaTeIbHON MY-
CKYJIaTyphl, a TaK)Ke MUHUMAJILHBIM MOPAKEHHEM CEepAlla, B OTIMYUE OT MJIAJCHYECKOH (opMbI
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bII. IlprnyrHaMu CMEPTH MOTYT CTaTh AbIXATENbHAS HENOCTATOYHOCTD, PA3BUTHE SKU3HEYTPOXKA-
IOIIMX HAapyIIEHUH puT™Ma cepaua, nucdarus. Hapacranue MpleyHol AUCTpo(ru MOXKET IpUBe-
cTH K MHBanuau3auu 6onpHoro [Skurat et al., 2017; Rodrigues et al., 2018].

Bonee penxumu nposinenusmMu BITIIH MoryT ObITh Ciiydyan acCHMMETPHYHOTO MTO3a 32
CYeT IOPaXEHMS JIMLEBONM MYCKYJIaTypbl, MaKpOITIOCCUH, IU3YPUYECKHE U IUCIECIICHYECKHE
paccTpoicTBa.

B oredecTBeHHON W 3apyOeKHOW JUTEpaType HMMEETCs ps IyONHMKaiuid, MOCBSIICHHBIN
BIIIH. HecmoTps Ha 3T0, ¥ Ha CErOHSAIIHUM JEHb €€ IUarHOCTHKA OCTaeTCs 0OJIbIION MPOOIEMOI.
VYuutbiBas (PEHOTUITMUYECKYIO T'€TEPOreHHOCTh 3a00J1€BaHUs, CpeiHEe BpeMs IIOCTAaHOBKH JIMarHO3a
BIIITH no naHHBIM JUTEpaTyphl cocTaBiseT B cpeaneM 5—7 net [Boentert et al., 2016; Chan et al.,
2017], a B Poccwuiickoii @enepanun — 10 10 stet u 6oee [Kypbartos u coasr., 2015].

Hawm npencrasisieTcs HHTEPECHBIM C IPAKTUYECKON TOUKH 3PEHUS IPUBECTU KIIMHUYECKUI
pa36op HabmoaeHus nauuenTa ¢ BIIITH ¢ ne6roTa nopakeHus NUIEBapUTEIBLHOIO TPAKTA.

Kinununueckuii ciayyai

[Tariment C., 2004 1. p., cunutaer ceds 60apHBIM ¢ 2014 TOMa, KOTr/Ia BIEPBBIC MOSBHINCH
HOMOIIME O0JM B KUBOTE 0€3 YETKOW JIOKAIHM3AIMH, KOTOPhIE KYIMHUPOBAIUCH CAMOCTOSITEIIBHO;
cIycTs Mecsl abJOMHUHANIbHBIE 00U MOBTOPUIIMCH BHOBbD, YTO MOCITYKUJIO TOBOJIOM OOPaTUTHCS
B JIeTCKyt0 monukiauHuKy Ne 4 r. Oprna x ractposnTteposiory. B amOymaropHom mopsiake ObLIO
MIPOBEJICHO JIabopaTopHOE 00Cie0BaHUE: BHISIBJICHO MOBBIICHHE aKTUBHOCTH B IJIa3Me KPOBU
acnapratamuHotpancdepaza (ACT) mo 135 En/n, ananmnamunorpancdepaza (AJIT) mo
114 En/n. Bein mocTaBieH npeaBapyuTeIbHbIN auarno3 renaTtuT C, 0JIHaKO B JajbHEUIIEM Map-
Kephl Bupyca renatuta C B KpOBU HE ObUTH BBISBIICHBI. [larueHTy OblIa peKOMEHI0BaHa AUETa U
npueM 3cceHnuane ¢opre 2 Karcysisl B AeHb. KpoMe TOro, mpoBOIWINCH KOHCYJIBTAIUUA Kap-
JTMOJIOTa, HEBPOJIOTA, TICUXOJIOTa, MICUXHATPa: OPTraHWMYECKOM MaTOJIOTHH BBISBICHO HE ObUTO. B
JanbHenIeM 00N B KUBOTE MEPHOAMUECKH OSCOKOMIM He yamie 1 pa3a B Mecsll, IPOXOIIIN
CaMOCTOSITENIHO, YTO CYIIECTBEHHO HE YXYAIIAT0 KauyeCTBO XU3HU marueHTa. OHAKO CTOHKO
COXpAaHSIJICS MOBBIICHHBIA YPOBEHBb TpaHcaMuHa3 (0oJee 2,53 BepXHUX TpaHUI] HOPMBI), B CBA-
31 ¢ yeM nanueHT B 2017 roxy Obut HampaBieH B PoccuiicKyro AeTCKYI0 KIMHUYECKYIO OOJbHH-
y ®I'AOY BO PHUMY wum. H.U. [TuporoBa Mun3zapaa Poccun (r. Mocksa). Tam ke ObL1O
MPOBEJICHO JT000CIeI0BaHNe — ompeseseHne ypoBHs kpeaTuH(ochokunazsl (KDK), amnbda-
T/IFOKO3UAa3bl, MONHBIN aHanu3 reHa GAA MeTooM MPSMOro aBTOMAaTUYECKOTO CEKBEHHUPOBA-
Hus. Yposenb KOK ot 16.02.2017 coctasun 1920 En/n (B Hopme 1o 229 En/m) (tabn. 1), uccie-
JOBaHUE aKTUBHOCTH anbda-rarokosumasel — 0,62 Mxmone/murp/gac (B Hopme 1,00-25,00)
(Tab:m. 2), METOIOM IPSMOTO aBTOMATUYECKOTO CEKBEHUPOBAHUS TIPOBE/ICH TOJTHBIN aHAJIN3 TeHa
GAA (mapt 2017 rona). B 1 uatpone rena ooHapyxeHna 3amena NM_000152.3: ¢.-32-13T>G B
TeTepO3UTOTHOM COCTOSHMHM. B 7 2K30He reHa OOHapy)KeHa HEONHCAHHAs paHee 3aMeHa
NM_000152.3: ¢.1153delC(p. R385Afs*7) B reTepo3UroTHOM COCTOSIHUH, IPUBOASIIAS K CIBHU-
Ty PaMKHU CUUTBHIBAHHS U 00Pa30BaHUIO MIPEKICBPEMEHHOTO CTOI KOJIOHA.

Tabnuna 1
Table 1
VYposens KOK mazmel kpoBu nanuenta C
Level blood plasma CPK of patient C
JJHK Hopwma, en./n Yposens KOK, en./n

248 Bspocnrie: 1920
— JKeHIIUHBI < 145
— MyxunHbl < 171

Jeru:
— < 6 mecsimes 41-330
— > 6 mecses 24-229
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Tabmnua 2
Table 2

Tanpgemuas macc-criektpomerpusi (ESI-MS/MS). Tlo pesynbratam UcCieI0BaHUS BBISBICHO CHI)KEHUE
anbda-rmoko3uaasel. Jluaraos 6osne3ns [loMiie BBICOKOBEPOSITCH
Tandem mass spectrometry (ESI-MS/MS). The results of the study revealed a decrease
in alpha-glucosidase. The diagnosis of Pompe disease is highly probable

HawnmMenoBanue hepmenTa AKTHBHOCTH (MKMOJIB/JTTpP/4Yac) Hopma (MxMos/mutp/dac)
I"amakrorepedpo3ngaza 3,49 0,70-10,00
anb(da-riIoKo3na3a 0,62 1,00-25,00
anb(da-rajakro3uaza 4,67 0,80-15,00
B-Taroxouepedpo3unaza 12,15 1,50-25,00
c(hMHrOMHENTHHA3a 5,89 1,50-25,00
anbda-uaypoHuaaza 18,64 1,00-25,00

C ydeTroM JaHHBIX JJAOOPAaTOPHOI'O U MOJIEKYJIIPHO-TEHETHUYECKOI'0 HCCIIEOBaHUI ObLI
HoCTaBJIeH auarHo3: 6onesnp [lomme ¢ mo3aHum HavanoMm. [lammenT ObT rocMTaIM3UPOBaH B
Poccuiickyro nmerckyro knuHHYecKyro OonpHUIly PI'AOY BO PHUMY wum. H.U. Iluporoma
Munsapasa Poccun, rae npoBenn HHCTpYMEHTaIbHOE 1000CIeI0BaHHE:

— anektponeripomuorpadus (GHMI') — BbIsIBIEHBI HapyIICHHs] HAJCErMEHTAPHOTO THIIA,
NPU3HAKU HETPYOBIX MEPBUYHO-MHOTEHHBIX HAPYIICHUH B MBIIIIaX HIDKHUX KOHEYHOCTEH;

— yIbpTpa3BykoBoe ucciegopanue (Y31) opranoB OprolIHOM MOJOCTH, IIOYEK U HAAMOYeU-
HUKOB — II€YECHb HECKOJIBKO YBEJIMYEHA 3a CYET JICBOM JIOJIM, MEPEIHE-3aJHUI pa3Mep MpaBoi
nonu — 127 mwm, neoit — 54 mm. CTpyKTypa 0OIHOPOAHASI, CTEHKH COCYJIOB M POTOKOB YIUIOTHE-
Hbl. DXOI€HHOCTh HECKOJIBKO IOBBIIIEHA, MOPKETYI04HAs JKeJe3a, )KETUYHbIN My3bIpb, CEJIE3EH-
Ka, IOYKHU B HOPME.

Torna >xe ObUT MPOBEACH BpaueOHbIM KOHCHJIMYM M BBIHECEHO pEIICHHE O Ha3HAuYeHUH
(bepMeHTO3aMeCTUTENBbHOM Tepanuu — ATIIOK0311a3bl anbha — Maiiozaiim ([[xensaitm, Hunep-
naHsl). [TareHT perynspHo mojiydyan Teparnuio JaHHBIM IpenapaTtoM B Jo3e 20 MI/KT Kax/ble
2 Helenu Ha TPOTSHKEHWH Heckonmbkux Jset. DHMIT ot 25.03.2020: nerkwe mepBHYHO-
MHUOIE€HHBIE M3MEHEHUS B NPOKCHMAJbHBIX MBIIAX HUKHUX KOHEUHOCTEH, HapyIIEHUs
HaJICETMEHTAPHBIX BIUSHHUI, NMPU3HAKOB 3aMHTEPECOBAHHOCTH MOTOHEWPOHOB U mepudepuye-
CKHMX HEpPBOB Ha HacTosllee BpeMs HeT. buoxummueckuit ananu3 kposu ot 02.08.2022: ACT
86 En/n, AJIT 72 En/n, KOK 974 Me/n. Y3 OpromrHO# MOJIOCTH, TTOYEK W HAIMOYCIYHUKOB OT
02.08.2022: naTOI0rM4E€CKUX U3MEHEHUI HE BBISBIICHO.

C Bospacra 18 net (30.08.2022 rona) dhepMeHTO3aMECTUTEIBHYIO TEPANTHIO HE MOTYYaeT, B
CBSI3U C 3TUM B TEUEHHE MOCJIEIHUX 2 HEJeNb OTMEYAeT JIETKYI0 YyTOMIIIEMOCTh ocie (huznye-
ckoi Harpy3ku. [loctynmi B 5 HeBposornueckoe ornenenne ®I'bBHY Hayuynoro nenrpa HeBpo-
JIOTMH JUIA MIPOBEACHUsI 00CIEeIOBAHUS U OIpEeIesIeHUs] TIOKa3aHU| K MPOJOJDKEHHUIO MaToreHe-
TUYEeCKO! (hepMEHTO3aMECTUTEIHHON TepaIuy.

ComaTnueckuii cratyc: coctosiHue yaosiersopurenabHoe. Poct 181. Bec 70,5 kr. KoxxHble
MOKPOBBI CIU3UCTHIE, OJIEHO-PO30BbIC, HOPMAIBHOM BIAXHOCTH. Temriepatypa Tena 36,7 °C.
JIpIxaHue BE3UKYJIIPHOE, MPOBOAUTCS BO Bce oTAeibl, xpumnoB HeT, Y1/ 15 B 1 Munyty. Tonsl
cepana 3Byunsle, purmudabie. AJ[ 110/70 mm pt. ct., UCC 47 yn/muH. S3pik HE 00moxeH. XKu-
BOT IIpH MaJblIalluU MATKUN, Oe300se3HeHHbIN. [leueHnp He yBennueHa. Mouencnyckanue 0es3-
6one3HeHHoe. CUMITOM ITOKOJIaYMBaHUs OTPULATEIbHBIN ¢ 00€MX CTOPOH.

HeBposiornueckuii cratyc: cO3HaHUE ICHOE€. MEHUHTHaIbHBIX 3HaKOB HeT. OOOHsAHUE CO-
xpaneHo. [lonst 3peHuss mpu OPUEHTUPOBOYHOM OIIEHKE HE M3MEHEHbl. 3pauku D=S, rmasHbie
menn D=S. JIBmxkeHus ria3HbIX sf0JIOK B MOJHOM oObeme. UyBCTBUTENBHOCTh Ha JIMIE HE
HapymeHa. Touku BbIXoJla TPOMHUYHOTO HepBa 0e300s1e3HeHHBI. JINI0 CUMMETpUYHOE B MTOKOE
U TIpU BBIOJHEHUH MHUMHMYECKUX NpoO. ['OpM30HTaNbHBIN MEIKOpa3MalluCThIi HUCTarM Ipu
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KpallHMX OTBEICHMSIX TJIa3HBIX A0J0K. [1oTanue, ¢poHamus He HapyieHbl. [ TOTOUHBIN pedeke
xuBoi. Cuila MBI II€U cOXpaHeHa. SI3bIK mo cpeaHed auHuMU. Cuia MbIi-pazrubareneit
Oenpa cHMWKEHa ¢ 2-X CTOPOH 10 4 6aymioB. MeleuHblii TOHYC He u3MeHeH. CyXOXKHIIbHBIE pe-
(hJeKchl B pyKax ¥ HOraX paBHOMEPHO CHUKEHBI. KoopauHATOpHBIE MTPOOBI BBIMIOIHSET YIOBIIE-
TBOpHUTENbHO. [loxonka He usmeHeHa. B mpo6e Pombepra ycroituus. Hapyiienuii 9yBCTBUTEIb-
HOCTH Ha MOMEHT OCMOTpPA HE BBISIBIICHO. Ta30BbIe (YHKIIMH KOHTPOIUPYET.

JlaHHBIC TOMIOJIHUTENLHBIX METOI0B HccienoBanmii (22.09.2022):

OO01uii aHaJIM3 KPOBU B IIPEIENAX HOPMBI.

OO0mmuit aHaJIM3 MOYH B MpEJeIax HOPMBI.

buoxummaeckwuii ananu3 kposu: ACT 89 En/n, AJIT 57 En/n, KOK 696 Exn/mn.

Kucnorno-menounoe coctostaue (KILC), ra3oBsiii coctap kammusipHoit kpou: pH 7,394,
pCOz2 43,0 mm prt. ct., pO2 75 MM pr. cT., (HOpMa 80—100 mMm pt. c1.), HCO3 (AB) 25,7, ABE 1,
sO2 96,4 %, Hct 46,3 %.

Onexrpokapauorpadus (IKI): cunycoBas Opaaukapaus 47 B MUH.

Oxoxkapauorpadus (3xo0-KI') — dusnonoruueckas HesHauUTEIbHASI PErypPruTalus Ha MUT-
palbHOM, TPUKYCIIMJAIBHOM KJlallaHaX U KJIallaHe JIETOYHOM apTepuu. J|ONOJIHUTENbHbIE XOP/bl
B CPEIHEH TPETH U B BepXyIIeuHoi obmactu nmojoctu JIK.

Y3U opranoB OprONTHON OJOCTH — IXO-TIPU3HAKU CTUICHOMETAJIHH.

MarnuTtHo-pe3oHancHas Ttomorpaduss (MPT) wmsarkux TkaHeir Oemep W TOJNCHEH —
MP-naHHbIE COOTBETCTBYIOT M3MEHEHHUSM MBI Oeep B BHIE OTEKa, MBIIII TOJICHEH B BHUJIC
MUHUMAaJIbHOTO KHPOBOTO 3aMEILIEHHUSI U OTEKa BhIIICYKa3aHHOMN JIOKaIU3al1H.

Cnupomerpusi: xuzHeHHas eMmkocTb jerkux (KEJI) (cuns) 5949 mi (105 % JIOKEJD).

Onekrpomuorpadus (OMI') — B mapaBepTreOpanbHOM MbIIe (MCCISAOBAHUN HAa YpOBHE
Ths) peructpupyrorcss HeWpPO(U3UOIOTHUESCKUE TPU3HAKKA MEPBUYHO-MBIIICYHOTO YPOBHS IIO-
pakeHus 0Oe3 MPU3HAKOB AKTUBHOCTU IMATOJIOTUYECKOTO Mpoliecca (MoTeHuuan Guopusuisaiui
(T1®) / mo3utusHbIe ocTpbie BodHbl ([TIOB) abs). B mpokcMMaibHBIX MBIIIAX KOHEYHOCTEH
cpenHue mapaMeTpsl noTeHuana neuratensueix eaunauil (I1J1E) B mpeaenax Bo3pacTHOW HOPMBI
(peructpupytorcs auib eauHU4HbIe [IJ[E MbllieyHOro THMA), CIOHTaHHAS AKTUBHOCTDH MBIIICY-
HBIX BOJIOKOH OTCYTCTBYET.

Juarno3 Oosie3nu Ilomrne ¢ mo3aHUM HayvajaoM y MalMeHTa ObLI MOATBEPXKIECH Ha OCHOBA-
HUU uccienoBanus yposHs ¢pepmentoB u JJHK-nuarnoctuku. ¥V nmanueHTa UMEIOTCs HadyajabHbIE
MIPU3HAKH JIBIXaTEITbHON HEJIOCTaTOYHOCTH, TUIIOKCEMUS, UMEETCsl Takke clabocTh pasrubate-
nei 6enep ¢ nByx ctopoH, noseimenue AJIT no 57 En/n, ACT — no 89 En/n, KOK — 696 En/m.

Ha ceromusmHuii 1eHh €MHCTBEHHO BO3MOXHBIM BapHaHTOM 3(()EKTHBHOTO MAaTOTCHE-
TUYECKOTO JIEUEeHHUs JaHHOTO 3a0oseBanus sapisercs HazHaueHue O3T npenapatom anritoko3u-
na3a anbda.

B Teuenne 3-x netr manueHT peryispHo noaydan d3T, 9To cnocoOCTBOBANIO cTabMIIN3a-
UM TaTOJIOTUYECKOTo Tporecca. Bo m30exanne HapacTaHHUs JBIXaTeIbHON HEIOCTaTOYHOCTH,
HEn30€KHOTO PA3BUTHUS JKU3HEYTPOKAIOIIMX HAPYLIEHUS CEpAEYHOr0 PHUTMa, paccTpoiicTBa
IJIOTaHUs, a TaKKe HapacTaHUs MBIIIEYHON TUCTPOPUH, CIIOCOOCTBYIONIUX WHBAIUIA3AINH T1a-
[MEHTa, TMOKA3aHO TMPOJOJKEHHE MAaTOTEHETHUECKOro JIEYeHHs IMpernapaToM ajriloKo3uaa3a
anbda B 03¢ 20 MI/KT Kaxasle 2 HEAenu JuTelnbHo. Kpome Toro, moka3zaHo TWHAMHYECKOE
HaOII0JICHUE TIAIMeHTa — E€XKETOAHBIM OCMOTpP B ycloBusax ¢enepanbHoro mnerrpa (OPI'BHY
«Hay4HbIll LIEHTP HEBPOJIIOTHMY).

3aKiIoueHue

[TpencraBieHHbIN KIMHUYECKUI Cilydail IpeacTaBieT NpoecCUOHANbHBIN HHTEPEC IS
Bpaueil pa3IMyUHBIX CHENHUaTIbHOCTEH, MOCKOIbKY HadallbHbIE MPOSBICHUS 3a00J€BaHMsI HE UMe-
10T cIeU(UIECKUX KIMHUYECKHUX TposiBiIeHUH. J{narno3 6one3nu [lommne ¢ mo3aHuM HavaaioMm B
YCIIOBUSX PEANBHOM KIMHUYECKOW NMPAKTUKHU CTaBUTCS KpalHE PEAKO, OTYACTH ITO CBS3aHO C
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HU3KON MHPOPMHUPOBAHHOCTHIO Bpauel. J[narHocTrka 3a00JieBaHUsI 9acTO MPEICTABISAET COOOM
JTUATHOCTHYECKYIO JUJIEMMY M3-32 PEIKOCTHU 3a00JI€BaHMsI U OTHOCUTEIHHO HECTICIIH(PUIESCKOTO
xapakrepa (EeHOTHIMMYECKUX MPU3HAKOB, KOTOPbIE TOJIBKO B COBOKYITHOCTH MOTYT MPHUBECTH K
nono3peHno Ha 6one3ns [lomme. HeobxonuM My nbTHIUCIUIUIMHAPHBINA TIOIX0 B 00CIea0Ba-
HUU TAIUEHTa, MPOBEACHHUE JIA0OPATOPHBIX M HHCTPYMEHTAJIbHBIX MCCIEAOBAaHUM, a TakKke
HA3HAUYCHHE MOJICKYJIIPHO-TEHETUUECKUX MCCIIEIOBAHUM ISl JUArHOCTUKHU JAHHOTO 3a0o0JieBa-
HUS, TaKUX Kak omnpenenenue ypoBHsi KOK, snekrpomuorpadus, AuHaAMUYECKas CIUPOMETPUS,
owornicust Mprmi, Y3W opranoB OpromrHoi monoctd, MPT msrkux Tkaneir Oenep M TOJICHEH,
OKI', Ox0-KI'. B o0s3aTenbHplil epeueHb 00CIeI0BaHMS MAallMeHTa BXOAUT TaHJIEMHAs Macc-
CIEKTPOMETpPHSI Ha NE(UIIUT JIM30COMAITBHON KUCIOTHI allb(}a-TIOKO3U1a3bl U TIOJHBIA aHAH3
resa GAA MeToJ0M IpsIMOI0 aBTOMAaTHYECKOr0 CEKBEHUPOBAHMS, YTO MO3BOJIUT HAYaTh MaTo-
reneruyeckoe yieuenue (O3T) u ymydmnuTh NporHo3 MaiueHTa.

Hanuuue y nmanuenTa xano6 Ha c1aboCTh MBIIIL B COYETAHUU C JIbIXaTeIbHBIMU HapyIlle-
HUSMU W/WIU HEOJIaromoiydue CO CTOPOHBI JKETYIOYHO-KUIIEYHOTO TPaKTa JOJDKHO HACTOPO-
JKUTh OTHOCHUTEIBHO BO3MOXKHOTO HAU4MsI HACJIEICTBEHHOM OOJE3HW HAKOIICHUS —
rinukorenosa Il tuna.

[TaToreneTnueckas Teparnus BKIIOYAeT B ceOsl, mpexkae Bcero, GepMEeHTO3aMECTUTENbHYIO
TEpaIuio MpernapaToM airiroko3uaaza anbda [Park et al., 2018; Poelman et al., 2018]. dpyrux
HIOIXOJIOB K JICYCHHUIO JTAHHOTO 3a00JIeBaHusI B HACTOsIee BpeMs He pa3pabotano [Tarallo et al.,
2019; Toscano et al., 2019]. ®3T y Takux NaMEeHTOB NPUBOJMT K yJIYUIICHHIO KAYeCTBA KUZHH
U 3aMeUIeT IPOrpeccupoBaHue 3a00IeBaHus.
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