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0O6o0cHoBaHme. [lopaxkeHue cepaua rnpu mykornoauncaxapmgose (MIC) | Tuna, cnHapome ypaep, uMeeT pa3Hbie GeHOTUNMYEC-
Kue nposiBieHus. OnncaHue KIMHUYEeCKOro ciy4as. B nepBom ciydyae cuMnToMbl 3a60/1€BaHUsI yKa3biBain Ha HaJmyne
OCTPO BO3HUKLLEN TSXKEI0N CepAeyHON He40CTaTOYHOCTH, KoTopas bbisia NoATBepKaeHa 1abopaTopHbIMU U MHCTPYMEHTa/ lb-
HbIMW MeToAaMu AMarHoCTUKK. [Tpu axoKkapanorpapmm BeisiBNEHbI Annatalmns 1€BbiX KAMEP cepaLua N CHUXEHNE COKpaTH-
TeJIbHOM CNOCOBGHOCTH JIEBOro XeJyao4yka. HetnnnyHoe TedeHne 3ab6osieBaHMsA C OTCYTCTBMEM [0JIOKUTEIbHON ANHAMUKMN
Ha (OHEe MOJMKOMIIOHEHTHOH Tepanuu CEPAEYHON HEeAOCTaTOYHOCTM MO3BOJIMIO 3arnofgo3puTtb 3abosieBaHMe 06MeHa
BELLECTB 1 NOATBEPAMNTL €0 C TOMOLLbIO TAHAEMHOM Macc-CreKTPOMETPUM U FEHETUYECKOr0 aHanmn3a. 310, B CBO 04epe/b,
MPMBEJIO K paHHEMY Havasly GepMeHTO3aMeCTUTENIbLHOM Teparnuu 1 aaloreHHoM TpaHenaaHTaLUmMm KOCTHOro Mo3ra, 41o 6/1a-
ronpusiTHO CKa3aJ/l0Chb Ha Ucxoae 3abosieBaHMs. Bo BTopomM npumepe npenctaBieH Knaccudeckui BapmaHT pa3sutus MIIC |
TUNa, KIMHUYECKME NPOSIB/IEHUS] KOTOPOIro B BMAE NaTo/I0rMU OrNOpHO-ABUratTesibHoro anmnapara, JIOP-opraHoB no3Boiniam
ANarHoCTMpPoBaThb M MNOATBEPANTL 60JIE3Hb C MOMOLLbLIO TaHAEMHOM Macc-CreKTPOMETPUU U FTEHETUYECKOIO aHan3a B BO3-
pacrte 3 nert. lNaTtonorus cepaua B BUAE yrnja0THEHUSI CTBOPOK MUTPAJIbHOIO KaanaHa ¢ peryprutaumen 2-m cTeneHn u CTeHO3
aopThl 6bl/IM AMArHOCTMPOBAaHbI M03Ke. PaHHee Hayasno Tepanuu, Ha Hall B354, AO/KHO MPUOCTaHOBMUTb MPOrpeccmpoBa-
HUE nopakeHusi cepaua. 3akmodeHue. OnmcaHbl PpasiMyHbIe KIIMHUYECKME BapuaHTbl natoaoruu cepaua rnpu MIIC | Tuna.
[okazaHa HeO6XOAMMOCTb MOCTOSIHHOIO KOHTPOJISi 3@ COCTOSIHUEM CepAeYHO-CcocyamcTon cuctemsl y geten ¢ MIIC | Tuna.
OTMEYEHO, 4YTO NopaKeHUe cepaLa MOXKET 6biTb MEPBbIM MPOSBAEHMEM 3a60/1eBaHMS.

Knr4yeBble cnoBa: MyKornoaucaxapuaos, A4eTH, cepaeyHas HeoCTaTOYHOCTb, KapAnoMuonaTnm, GepMeHTo3aMeCcTUTEIbHas
Tepanusi, AnarHocT1Ka.
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Damages of Cardiovascular System at Mucopolysaccharidosis
Type I: Clinical Cases

Background. Cardiac involvement in patients with mucopolysaccharidosis (MPS) type I, or Hurler syndrome, has various phenotypes.
Clinical Case Description. In the first case symptoms were indicative of acute severe heart failure which was confirmed by
laboratory and instrumental diagnostic methods. Left heart chambers dilatation and left ventricular hypocontractility were revealed
on echocardiography. Atypical disease course with no improvement on multicomponent therapy of heart failure let us to think about
metabolic disease, so we confirmed it with tandem mass spectrometry and molecular genetic testing. Therefore this led to timely
enzyme replacement therapy onset and allogeneic bone marrow transplantation that positively affect the disease outcome. The second
case showed classic course of MPS |I. Its clinical signs such as musculoskeletal and ENT-organ manifestations allowed us to diagnosis
and later confirm it by tandem mass spectrometry and molecular genetic testing at the age of 3. The cardiac pathology presented by
mitral valve leaflets thickening and 2nd degree regurgitation has been diagnosed later. In our view, early treatment onset should slow
down the progression of heart damage. Conclusion. Several clinical variants of cardiac pathology at MPS | are presented. The need of
constant cardiovascular system monitoring in children with MPS | is shown. It is also mentioned that cardiac pathology can be the first
manifestation of the disease.
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OBOCHOBAHME

[na mykononucaxapmgo3sa (MIC) xapaKTepHa WMpoKas
BaprabenbHOCTb KIMHUYECKUX NMPOSBNEHUNA — OT TAXENbIX
deTanbHO-HEOHaTaNbHbIX GOPM A0 CTEPTbIX BapuaHTOB,
KOTOpble AMarHocTMpyloTcs y B3pocnbix [1]. TeyeHne 3ab6o0-
NIeBaHUS, KaK NpaBWIO, HOCUT NPOrPECCUPYIOLLMIA XapaKTep
13-3a NOCTOAHHOI0 HaKOMIeHUa rMuko3amuHornukaros (FAlN)
B OpraHax M TKaHAX BEPXHMX OTAENOB AbIXaTesfibHbIX MyTen
W Nerkux, KOCTaX WM CcycTaBax, LeHTpanbHOW M nepudepu-
YECKOW HEPBHOW CUCTEME, ceplevHO-COCYAUCTON CUCTEME,
neyeHu, opraHax 3peHus u cnyxa [1, 2].

B ocHoBe pa3BWTUS cepaevHO-COCYANCTbIX OCTOKHEHUN
npu MIMC nexut nHounbtpaunsa Al KnanaHHOro annapara
cepaua (CTBOPKM KnanaHoB, pUOPO3HOE KOMbLLO, CYXOXKMWb-
Hble XOpAbl), 3HAOKapAa, MUOKapAa, CTEHOK KOPOHAapHbIX
apTepwui, aoptbl [3]. TAl U B YacTHOCTM renapaH-, gepma-
TaH-, XOHAPOWUTUH- U KepaTaHcynbdaTbl ABAAOTCA HOpMasb-
HbIMW KOMMOHEHTaMM KnanaHoB cepAua M MarMctpanbHbIX
cocynoB [3]. HakonneHne 4actM4yHO aerpaguvpoBaHHbix FTAl
NPUBOAUT K YTONWEHUIO M AUCOYHKLMKW KNanaHoB cepa-
ua, runeptpodmm MUOKapha, HapylweHWo NMPOBOAMMOCTH,
NMOPaXKEHUI0 KOPOHAaPHbIX apTepui u apyrux cocynos [1].
lNopaxeHne KnanaHoB cepaua sfBnsercs Hanbonee yacTom
(y 60-90% naumeHTOB) GOPMON NaTONOrMK CepPAEHHO-COCY-
avcton cuctembl npu MIMC [4-6]. CTeHO3 1 HeaOCTaTOYHOCTb
KanaHoB MOryT cTaTb MPUYMHOM MEperpysku, aunatauuu
W runepTpodun neBbix OTAENOB cepaua W, Kak creacrasue,
pa3BUTUSA CUCTONMYECKOM WM AMACTONIMHECKOM CcepaeyvHon
HepocTaTo4HOCTH [1, 6, 7]. MHTpamuoKapananbHas MHPUIb-
Tpaums TAl NpuMBOAUT K runepTpodun MuoKapaa S1IeBoro
wenypoyka (JIXK), 4to TpebyeT NOCTOSIHHOIO 3xoKapauorpa-
dunyeckoro (3xoKI) KOHTPONA TONWMHBI CTEHOK, pa3MepoB
M Maccbl MMOKapaa [6].

lMopaxeHne cepaevyHO-CcoOCyaAUCTON CUCTEMbI MOXKET
Habnogatbea npu Bcex Tunax MIC. OgHako Hawmbonee
yacTble U TAXKenble NnopaxeHus cepaua HabnogatoTes npu
MIC 1, Il, VI TvnoB [7]. N3 Tpex KIMHUYECKWUX BapuvaHTOB
Hanbonee Taxenon Gopmon ssnaeTcs cuHapom lypnep, ans
KOTOPOro XapaKTepHO MNporpeccupytollee Te4eHne c pas-
BUTMEM CepleyHOn HepocTatoyHocTH [2]. [loKasaHo, 4TO
y vy, ¢ 1-M KInHU4eckum BapuaHtom MIIC | H (cuHapom
[ypnep) cepaeyHas natonorua pasBuMBaeTcs 06bIYHO B paH-
HEeM BO3pacTe W ObICTPO MPOrpeccUpyeT, B TO BPEMS KaK
npu cuugpomax lypnep-Llene n Llene nopaxeHue cepa-
La NposiBASEeTCs CyWEeCTBEHHO MO3Xe W XapaKTepulyeTcs
6onee nerknMm u meganeHHolM TedeHuem [2, 3]. Mpu cuH-
apome [ypnep cpegHui BO3pacT yCTaHOBNEHUS AMarHosa
coctaBnser okono 10 mec. lNpK OTCYTCTBUM NEYEHUS PUCK
NeTanbHOro Ucxoaa B TedeHne 6amxkanimx 10 net ocraetcs
BbICOKMM [3, 8].

B KavecTBe MANOCTpaLIMK HUXKE NpeacTaBNeHO onncaHue
[BYX KIIMHUYECKMX CNly4aeB NnopaxeHus cepaua y nauueHToB
¢ MIC | Tuna, cnHapomom lypnep, HO C pa3HbIMU KIUHUYE-
CKMMW MPOSIBIEHUSIMM CO CTOPOHbI CEepPAEYHO-COCYANCTON
cucteMbl. B nepBom cnydae Kapauvonor §iBUACSA NepPBbIM
crneumnanmucTom, KoTopbi 3anogo3pun MIC ewe oo pas3su-
TUS KNAacCUYEeCKUX GEHOTUMUYECKMX U KIIMHUYECKMX MPOSB-
NeHUN. HeTunmMyHoe, KpanHe TAXKeNoe TeYeHne cepaeyvHon
HeJoCTaTO4YHOCTU, He nojjatoueecs MeaAnKaMeHTO3HOMY
NleYeHuto, 3acTaBuUIN CNELManMCcToB pacwmpnTb anddeper-
LUManbHbIM Kpyr 3a6oneBaHWi, acCOLMMPOBAHHbIX C Pa3BHK-
TMeM cepaeyHoOn HeaocTaToYHOCTU. PaHHee Havyano depmer-
To3aMecTuTeNnbHOM Tepanun (P3T) NPUBENO K BbipaxeHHOM
NONOXUTENbHON AMHAMWKE C HUBENMPOBAHWEM CMMMNTOMOB
CepPAEYHON HeaoCcTaTo4HOCTW, HOpManuaaluuen pasmepos
cepaua M coKpatutenbHon crnocobHocTn JIXK. Bo BTOpOMm
npumMepe NpoAeMOHCTPUPOBaHa Haubonee TUNMYHaa KapTu-

Ha naTtonoruun cepaua npu MIC | Tvna. AHanu3 aByx BapuaH-
TOB NopakeHns cepaua (PeAKoro U TUMUYHOIO KIIMHUYECKO-
ro) Npu ogHoOM U ToMm e Tune MIC no3BonuT Bpayam 6onee
LUMPOKO B3MSHYTb Ha NpobaemMy, paclumputb auddepeHLm-
anbHbIM Kpyr 3ab6ofeBaHni, acCoLMMPOBaHHbIX C pa3BUTUEM
cepAeyYHOom HeaoCTaTOYHOCTH, YTO, Ha Halw B3rnsg, npueeaet
K paHHeMy Ha4dany ®3T n 6naronpuaTHbIM 06pa3om NoBAnS-
€T Ha NPOrHo3 3abonieBaHus.

KNUHUYECKUA NPUMEP N¢ 1

O nauueHTe

[eBoyKa, Bo3pacT 2 mec, nepeseaeHa B Prey «HMUL],
uM. B.A. AnmazoBa» M3 OTAENEeHUS peaHuMauuMn AEeTCKOM
ropoAcKon 60bHULIbI B KparHe TSXKENOM COCTOSIHMM 3a CYET
OUBEHTPUKYNSPHON cepaevyHOM HeaoCTaTO4HOCTM C pa3Bu-
TUEM OC/NOHEHWN CO CTOPOHblI LeHTpPaibHOM HEpPBHOWM
cuctemMbl, POPMMUPOBAHMEM CMHAPOMA MOMOPraHHOM Hefdo-
cTaTo4yHoCcTU. [emoaMHaMMKa noaaepxmBanacb KOMOGUHUPO-
BaHHOW MHOTPOMHOKW Tepanuen (godamuH B 4ose 7,5 MKI/Kr
B MUHYTY, LOGYTaMWUH 2,5 MKI/KI B MUHYTY).

W3 aHamMHe3a XW3HW: AeBOYKa OT nepBon 6GepeMeH-
HOCTH, NpPOTEKaBLLEN Ha doHe aHeMUU 1-1 cTeneHun. Poabl
B CPOK, puaunonornyHole. Bec npu poxaenunn 3420 r, anu-
Ha Tena 54 cm, oueHka no wkane APGAR 8/8 6annos.
M3 pogooma BbinMcaHa Ha 5-e cyT, Haxoaunacb Ha rpyaHoOM
BCKapMauBaHuu. MepBble ABa mecsila pocna v pa3BuBa-
nacb Mo Bo3pacry.

N3 aHaMHe3a 60/1€3HM U3BECTHO, YTO B BO3pacTe 2 Mec
5 ¢yt (3a 4 cyT go rocnutanusaumm 8 HMUL, um. B.A. Aama-
30Ba) poaMTENM OTMETUNIN GECMOKOMCTBO M OAHOKPAaTHYO
pPBOTY Mocfe KopmfeHus, Yyepe3d 3 4 Mnocie o4YepeaHoro
npuemMa nulM — Bblpa*eHHOe 6eCrnoKOMCTBO, MOBTOP-
HYIO PBOTY, MOC/fe KOTOPOMW MNaumeHTKa O6MsAKIa M Mocu-
Hena. Yepes 40 mMuH Oblna gocTaBneHa B AETCKyO ropoa-
CKyto 60fbHMULY. B MalwuMHe CKOpoW MnomMolM pa3BUIUCH
CYOAoporu, KnMHU4YecKass CMepTb C MPOBEAEHWEM Cepaey-
HO-Nlero4yHon peaHumauuu. lpu noctynneHuu B oTaene-
HUE peaHMMaLUK OETCKOM ropoACKOn 60/bHULbI COCTOSIHUE
0Y€eHb TSXKEN0Ee C ABNEHUIMU cePAEYHON HeJOCTaTOYHOCTH:
KOXHble MOKPOBbl 6/eAHble, OTEYHOCTb auLa, MOSOBbIX
ry6, nepegHen OPIOWHOW CTEHKW, apTepuanbHoe fAasne-
Hue (A) 85/45 MM pT. CT., YacToTa CepAeyHbIX COKpalle-
HMK (HCC) 118-136 ya./MUH, NevyeHb +6 cMm, ceneseH-
Ka +1,5 cM. B KIMHMYECKOM aHanuM3e KPoBM — aHeMus
nerkon cteneHu. Mo AaHHbIM OGUOXMMMUYECKOrO aHanmn3a
KpPOBW — MOBbILWEHWE YPOBHSA naktataermaporeHasnl (JIAN)
n MB-dpakuun kKpeatnHpocpokunHasbl (KPK-MB). B 6uo-
JNIOTMYECKUX KMAKOCTAX (KPOBb, MOYa W C/tOHA) METOAOM
nonumepasHon uenHon peakuunun (MLUP) BbiABAEH BUpYC
reprnieca 6-ro Tuna (y poauTenenm — aKTUBHbIN Herpes
labialis). o gaHHbIM aneKkTpoKapanorpammbl (AKIN) — cuHy-
coBbirt puT™M ¢ HCC 130/MuH; no gaHHbIM AXoKIT — Kapauo-
Meranusi, CHUXEeHWe COKpaTUTENbHOW cnocobHocTH JIHK:
dpakuma Bbibpoca (PB) 39% (Teichholz). Mo pe3dynbratam
peHTreHorpadum opraHoB rpyaHOW KNeTKku — 6e3 o4aro-
BbIX U MHOWUABTPATUBHbIX M3MeHeHWW. [pu ynbTpa3BYyKO-
BOM MCCnefoBaHUK opraHoB GPIOLIHON NONOCTM — renarto-
cnneHoMeranus, yTofeHMe CTEHKM NOXaHKU N1EBOM MOYKH,
B GPIOWHOM M NNeBpasbHbIX NONOCTAX BbIMOT.

B TeyeHune 4 cyt npebbiBaHWs B OTAENEHUN peaHMMaLnn
COCTOSIHME OCTaBafOCb OYeHb TAXKEeNblM, AeBO4YKa Haxo-
AnNacb Ha MCKYCCTBEHHOM BEHTUAALMM NErkux, nonyya-
fla KOMOMHWPOBAHHYIO MHOTPOMHYIO NOAAEPKKY (AodaMuH
B Ao3e 7,5 MKI/KF B MWHYTY W gobytamuH 3,7 MKr/Kr
B MUHYTYy). Kpome TOro, 6611 Ha3dHa4yeHbl MPOTUBOBUPYCHas
Tepanus (auuKnoBup), aHTUbaKTepuanbHas Tepanusa (Kom-
OGUHMPOBaHHbIM MpenapaT aMnuUWIIMHa U cynbbaKTtama),
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KnuHun4yecKoe Ha6GnogeHue

NONMKOMMOHEHTHaa Tepanusa cepaevyHon HefoCTaTO4YHOCTH
(MHrMBUTOPLI aHrMOTEH3WHNpPEeBpaLWaolWero depmMeHTa,
OWYPETUKM), KapanomeTabonnyecKkasa Tepanusa (GocdoKpea-
TWH). MauneHTKa Haxo4unacb Ha NapeHTepanbHOM MUTaHUK:
amMuHOKKMcNoTbl 1,5 r/Kr B CyTKM, rioKo3a 10%. Ha 4-e cyt
OT Hayana 3aboneBaHusa 6o/nbHasf nepeBedeHa B KpanHe
TSIXKENOM COCTOSIHUK B OTaAeNeHne peaHumaumm rey «HMUL,
uMm. B.A. AaimasoBa» ¢ gMarHosom «[eHepanM3oBaHHas BU-
pycHass MHPEKUMS C MoparKEHWeM LEeHTpaibHOW HepBHOWM
cucTeMsbl, cepaua, nevyeHu, nodek. OcnoxkHeHus: CepaeyHas
HeAoCTaToO4YHOCTb, IV GYyHKLMOHaNbHbIM Knacc no Ross, cuHA-
POM MOAMOPraHHON HEAOCTATOYHOCTM».

dusukanbHaa gMarHocTMKa

llpy ocmoTpe: MO CO3HAHWIO OraylweHne 2 — conop
Ha ¢OHe MeauKaMeHTO3HOM cefauuu. MblleYHbI TOHYC
ONDPY3HO CHUXKEH, pedieKCbl He Bbi3biBaOTCA. TOHbI cepa-
La NpUrayleHbl, CUCTONIMYECKMI WYM Hag Bcew ob6nacTblo
cepaua. YCC 150-170 B MuH, A1 83/55 MM pT. cT. B nerkumx
[bIXxaHWe NPOBOAMTCSA BO BCE OTAENbI, OCNABMEHO B HUMKHUX
oTAenax crnpasa, NPOBOAHbIE XPUMbl B HUKHEOOKOBbLIX OTAe-
nlax B yMepeHHOM Konuyectse. [eveHb +6,5 cM, ceneseHKa
+1,5 cM. AHacapkKa.

AnddepeHunanbHas guarHocTuKa

B psa ansa guddepeHumanbHOM AnarHoCTUKM Bbln BKIIO-
YeHbl OCTPbI/ BWPYCHbIM MWOKapAUT (reprnec 6-ro Tuna),
BPOXAEHHbLIM MOPOK cepaua (aHOManuMs KOPOHapPHbIX
apTepuin), nepBuYHas AunatauMoOHHaa KapauomuonaTtus.
B 6noxnmMmnyecKom aHanmse KpoBu: TponoHuH 0,2 (Hopma
0,0-0,01) Hr/mn, KOK-MB 122,5 (Hopma 0-24) Eg/n,
NAr 546 (Hopma 125-220) Ea/n, ypoBeHb HaTpunypeTuye-
cKoro nentnga 82681 (Hopma 0—125) nr/mn. Kpome To0ro,
0TMEeYaNiochb MOBbILWEHWE YPOBHS anaHuH- 1 acnapTaTaMuHO-
Tpacdepas, runonporenHemMmnsa. MMMyHONOrMYECKUI cTaTyC:
nonoxutenoHasa [lLP KpoBn — BUpyC reprneca 4enoBeKa
6-ro TMna (HHV62,00x103 konuit JHK HHV6X10° kne-
TOK); nonoxutenbHasa MNUP cnoHbl (HHV6 1,00%x10° konwit
OHK HHV6x10° KNeToK); nonoxutenoHaa T[LP mouwn
(HHV6 7,00 10* konuit AHK HHV6 X 10° kneTok). B nnkso-
pe KapAnoTPOMHbIE BUPYCbl HE OGHAaPYKEHbI.

Mo paHHbIM OXOKI BbIIBNEHbI BblparKeHHas aunatauyus
JOK (KOP J1XK 39 mm, z-score 9,55) n nesoro npeacepans
(20X 29 MM), BblpaxKeHHOE CHUXKEHWE COKpPaTUTENIbHOM CMo-
co6HocTn JIK — dB 18,8% (Teichholz). OTHocuTenbHas
HeJOoCTaTO4YHOCTb MUTPabHOro KianaHa | ctenexHn. Pacyert-
HOe AaBfieHWe B MpPaBOM W NEBOM XenyaouyKax B Hopme.
Mpn3HakoB rMnepTpodum MUOKapaa He BbISIBIEHO, YCTbS
KOPOHapHbIX apTepuit pacnofioxXeHbl TUMUYHO, AMAMETPOM
no 2 mm. OTKpbITOE OBasjibHOE OTBEpPCTME 2 MM, cOpocC cre-
Ba Hanpaso. Cenapauns NUCTKOB nepukapaa o 4-5 mwv;
cenapauus MCTKOB nneBpbl cnesa Ao 12-13 mmMm, cnpaBa
0o 8—9 mMm. Beretaumn Ha KnanaHax U TPOM6GOB B MONOCTAX
cepaua He o6HapyKeHo (puc. 1).

Ha 3KI peructpupoBancs cuHycoBbii putMm ¢ HYCC ot
97 po 132 B MWH. MI3MeHeHus npoLeccoB penonspusa-
umn B otBeaeHuax |, lll, avL, aVF, V4-V6. [lMoBbiweHne
aneKkTpuyeckon aktuBHoctu JIXK. B xome cytoyHoro 3KI-
MOHUTOPUpOBaHUs cpeaHsas HYCC 148 ya./MuUH, MUHUMANb-
Haa — 128 ya./MuH, MakcumanbHass — 195 ya./MuH.
B TeyeHue 17 4 27 MWH perncrpupoBanacb noindoKycHas
npeacepaHas Taxukapaus ¢ YCC ot 128 o 195 ya./MuH.

Mo gaHHbIM MyNbTUCMIMPANbHOW KOMMbIOTEPHOW TOMO-
rpadun (KT) cocynoB cepala — BblpaxKeHHas aunartauus
JIK. TlaTonornyeckmnx M3MeHeHuU MarmcTpanbHblX COCyaoB
cepaua u ux BeTBen He BbiaBAeHO. OTXOXAEHMe Maru-
CTpanbHbIX COCYA0OB TUNUYHO. PeHTreHorpadus u KT opraHoB

rPyAHOM MONOCTK BbISBUAN NPU3HAKKU ABYCTOPOHHEN MONu-
cermMeHTapHo” nHeBMOHMW. HenpocoHorpadus ronoBHOrO
Mo3ra: MakpoMop®dOonorus rofoBHOr0 Mo3ra He U3MeEHEHa,
3XOMPU3HAKM CMELLEHUS CPEAMHHBIX CTPYKTYp He BbisiBe-
Hbl, 9XOMPU3HaKN NEerkom, aCUMMETPUYHON BEHTPUKYNOAM-
natauumun. dnektpoaHuedanorpadus — anunenTMGopmHoOm
aKTUBHOCTW He 3aperucTpupoBaHo, KT ronoBHoro mosra —
6e3 natonorun. OcmMoTpeHa BpayoOM-HEBPOSIOrOM: TFUMOK-
CUYECKU-ULLEMUYECKOE MOPaXKEHME LIeHTPasibHOM HEPBHOM
cucteMbl. CUHAPOM MblLIEYHOW AUCTOHUKU. CyoOPOXKHbINA CUH-
ApOoM B aHamHe3e. PEeHOTUMUYECKUX MPOSIBAEHWUI, XapaK-
TepHbIX ans cuHapoma lypnep, He 6bino.

MpeaBapuTeNbHbIA AUArHO3

OcHoBHov: OCTpblM MWUOKapauT, BEPOSTHO, BUPYCHOM
3TMONOrMK, TaKenoe tedeHue. OCNOXKHEHWUS: BUBEHTPUKY-
napHas cepaedHas HegocTatovHocTb IV OK (Ross). Monudo-
KycHas npegcepgHaa Taxukapaus. [ledeHoyHas Hepoc-
TATO4YHOCTb (CMHAPOM XoflecTasda, CUHAPOM LWTONAM3a W
HapylweHne 6eNKOBO-CUHTETUYECKON OYHKLUMU MNEeYEHM).
ConyTtcTByrowmi: [BYCTOPOHHSAS MNOSIMCErMEHTApHasa MHEB-
MOHMS. TMNOKCUYECKU-ULLEMUYECKOE MOPAXKEHNE LEeHTPab-
HOW HepBHOM cucTembl. CydOpOXKHbIA CUHAPOM. AHeMus
CMeLIaHHOro reHesa.

AnHamMmuKa n ncxogbi

B TeyeHune 15 cyT pebeHOK HaxoanICcs Ha UCKYCCTBEHHON
BEHTUNALUMM NETKKX, Ha MPOTKEHUM 23 CcyT nony4an KoMb6u-
HUPOBAHHYIO MHOTPOMHYO Tepanuto (106yTaMuH, JodamuH).
C uenbto HopManu3auuuM remogMHamMuKuM B TedyeHue 24 4
NPUMEHANN NeBOCMMeHAaH B 403MpoBKe 0,1 MKI/KI B MUHY-
TY BHYTPUBEHHO MUKPOCTPYMHO. B cBS3M C reHepann3oBaH-
HOW reprnecBUpyCcHON (6-1 T1N) MHPeKumen B TedeHmne 21 cyt
NPUMEHANN raHUMKIoBUP 10 Mr/Kr B CYyTKMU, @ TaKKe BHY-
TPUBEHHbIN UMMYHOINOGYIMH YenoBeYeCcKu B o3e 2 r/Kr
Ha KypC BHYTPUBEHHO MUKPOCTPYMHO. [poBOAMAM MNOIMKOM-
NMOHEHTHYIO Tepanuio cepaevyHon HeJoCTaTOYHOCTU (cepaey-
Hble MUKO3WAbl, MHTMOUTOPbLI @aHTMOTEH3UHMPEBPALLAOLWENO
depmeHTa, ANYPETUKHU, CMTIUPOHONAKTOH); aHTUAPUTMUYECKYIO
Tepanuio (aMmnogapoH); KapanometaboMYyecKylo Tepanuio
(bochoKpeaTnH); cMmnToMaTUYECKyl0 Tepanuio (NpPOTUBO-
CYAOPOXHasa, renatonpoTEKTOPHANA, XKen4yeroHHas, MHrans-
LMOHHaa Tepanus ¢ NPUMEHeHMeM GPOHXOAMNATUPYIOLLMX
M MYKOJIMTMYECKMX MpenapaToB), ABa Kypca aHTMOaKTepu-
anbHoOM Tepanuu (LuedoTakcum u LedTasngnum).

Ha ¢oHe Tepanuu 1 MNOAHOW 3NMMMHALMK BUpyca rep-
neca (Ha 11-e cyT OT Havyana NPOTMBOBMPYCHOW Tepanuu)
COXPaHSAN0Chb CTabWIbHO TAXENI0e COCTOAHUE NaLMeHTKM 6e3
KaKon-nMbo 3HaYMMON AMHaAMUKK. XapaKTep Te4yeHns 3abo-
NleBaHus, a TaKKe OTCYTCTBME OTBETA Ha TEPANUIO B TeYeHue
2 Hep 3acTaBWIO NPOAOMKUTL MOUCK 3TUONOrMYECKON NpU-
YMHbI cepAeyHon HepgocTaTovyHoCTU. lNosiBMNOCH Npeanoso-
EHWEe O Pa3BUTUKU KapanoMuonaTum BCneacTBue 601e3HM
obmMmeHa. [lpoBeneHa TaHAeMHas MaccC-CNeKTPoOMeTpus,
BbISIBIEHO PE3KOe CHUXKEHWE aKTUBHOCTM depMeHTa anb-
da-L-maypoHmagasbl go 0,12 MKMONb/n B 4Yac (Hopma Aans
naéopatopum 1-25 MKMOAb/N B 4ac). 3aTeM MeToAoM
CeKBeHMpoBaHMa 14 KOAMPYOLWMX 3K30HOB reHa anbda-
L-naypoHnagasel IDUA 6bin BbiiBNeH BapuaHT GIn63Term
B 3K30He 2 reHa IDUA B roMO3MroTHOM COCTOSIHMU. [lpo-
BEAEHO reHeTMyecKkoe obcnefoBaHne poanuTenen: y Kaxaoro
M3 poautenen pebeHka BapuaHT GIn63Term o6GHapy*KeH
B reTepo3nroTHOM COCTOSHMKU. [poBeAeH KONMYEeCTBEH-
HbIn aHanu3 Al MouM: o6llas KOHLEHTpauua cocTaBuna
144 mr/mmonb KpeaTuHuHa (Hopma 3,3-40 mr/mMmons).
bbiin o6HapyxeHbl cnegyiowme dpakuun TAlL xoHApOU-
TMHCYNnbdaT, renapaHcynbdart, AepmaHTaHcynbdat. B obuien



Puc. 1. 9xokapavorpaMmma nauuneHTkr N2 1 npu noctynieHunu
B HMUL, nm. B.A. AnmazoBa

Fig. 1. Patient N2 1 echocardiogram at admission to Almazov
National Medical Research Centre

lNpumeyaHune. A — yeTbipexkamepHasa nos3unuus: LA — nesoe
npeacepave, RA — npaBoe npeacepave, RV — npaBbli Xenyaoyek,
LV — neBbii xenynoyek; b — M-pexum.

Note. A — four-chamber view: LA — left auricle, RA — right auricle,
RV — right ventricle, LV — left ventricle; B — M-mode.

CNOXHOCTW MaLMeHTKa npoBena B OTAENIEHUMU peaHuMaLmm
26 cyT, B OTAENeHUn aeTckon kapaunonornn — 30 cyT.

Ha ocHoBaHWW pe3ynbTaTtoB NabopaToOpHbIX U MOSEKY-
NAPHO-TEHETUYECKMX NCCNEAOBAHUI Gblal YCTAHOBAEH KIIUHU-
YeCcKun anarHos «Mykononucaxapuao3s | Tuna». MNauymeHTke
6blna Ha3HaveHa Tepanusa (Yepes 4 mec nocne MaHudecTa-
LuMm 3aboneBaHus) npenapaTom napoHunasa (Anbaypasnm)
B fo3e 100 EA/kr 1 pa3 B Hel BHYTPUBEHHO MUKPOCTPYMHO
(N2 10). No6o4HbIX adPpekToB P33T He oTMeyeHo. B TeveHune
4 mec ot Havyana P3T npubaBKM B BEce W POCTe JOCTaToY-
Hble, anneTUT XOPOLUNA, CUMMNTOMbI CEPAEYHOM HeLoCTaTou-
HOCTM CTa/In MEHeE BbIPaXKEHHbIMUW; OTMEYEHO YMEHbLUEHWE
Aunatauuun NeBblX Kamep cepaua — KOHEYHbIM auacTto-

Puc. 2. 9xokapanorpamma naumeHTkn N2 1 yepes 4 mec

nocne ae6iota 3aboneBaHnsa 1 Yepes 1 Mec nocne crapta
dbepmMeHTOo3aMeCcTUTEeNbHON Tepanum

Fig. 2. Patient N2 1 echocardiogram 4 months after disease onset
and 1 month after enzyme replacement therapy onset

lNpumeyvaHue. A — YyeTblpexKamepHasa nosnums; b — M-pexum.
Note. A — four-chamber view; B — M-mode.

nnyeckmn pasmep (KAP) JIXK 34 mm (z-score 4,62), neBoe
npeacepave 19X21 MM, yBenMyeHne coKpaTtuTebHOM Crno-
co6HOCTM neBoro xenygodka — B JIXK 30% (Teichholz)
(puc. 2). Matonornun co CTOPOHbI APYrMx OpraHoB U CUCTEM
He BbISIB/IEHO.

MaumeHTKa 6blna KOHCynbTUpOoBaHa OHKonoramun (HUWU
O0MT um. P.M. lop6aveBon, CaHKT-leTepbypr). PeKomeH-
[0BaHO NPOBEAEHNE anfIOreHHOM TPpaHCNAaHTaLUM KOCTHOMO
Mo3zra (TKM). Yepea 8 mec nocne aebiota 3aboneBaHUs
n yepes 4 mec oT Havyana ®3T nauneHTKe Gblna BbIMNONHEHaA
annoreHHas HepoacTBeHHass TKM, nocne KOTOpow ypOBEHb
anbda-L-nagypoHunaasbl Hopmanusosanca (3,89 MKMOJb/N
B 4yac), B cBA3K ¢ Yem P3T Gbilna oTMeHeHa. TeM He MeHee
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KnuHun4yecKoe Ha6GnogeHue

Puc. 3. 9xokapanorpamma naumeHTkn N2 1 yepes 23 mec nocne
fne6tota 3a6oneBaHUsA U 7 Mec nocne BTOPOM TpaHCcnnaHTaumMm
KOCTHOro Mo3ra

Fig. 3. Patient N2 1 echocardiogram 23 months after disease onset
and 7 months after second bone marrow transplantation

lpumevaHue. A — YeTblpexkamepHas nosnuus; b — M-pexxnm.
Note. A — four-chamber view; B — M-mode.

yepe3 2 MeC B XO4e MIaHOBOro KOHTPONS YPOBHA dep-
MeHTa Obl/l0 BHOBb OTMEYEHO CHUXeHWe ypoBHSA anbda-
L-naypoHmaasbl go 0,59 mKkmonb/n B 4ac. P3T 6Gbina BO-
306HOBNeHa. Kpome Toro, B npouecce HabnwogeHus 6bina
oTMeYyeHa TruUNnodyHKUMSA TpaHcnnaHTata (HEeWTponeHus
3-11 cTeneHu), cMellaHHbI xumepuam. Yepes 6 mec nocne
TKM npousowno oTTopXeHne TpaHcnaaHTata (Moapo6HOro
ONUCaHUS KIIMHWYECKOW KapPTUHbl HA MOMEHT OTTOPXKEHUS
B MEAMUMHCKON AOKYMeHTauuun He 6blio). Y4uTbiBas BOS3-
BpaT CMMNTOMOB 3a60neBaHus, HU3KUIK YpOBEHb bepMeHTa,

OblN0 NPUHATO pelleHne O MOBTOPHOM anioreHHoM Hepoa-
ctBeHHoM TKM, KoTopas 6biia npoBedeHa vepe3 7 Mec
nocne NnepBoi TpaHcnAaHTauuu.

MNMocne noBTopHOM TKM nauveHTKa Habntogaetcs B Prby
«HMWL, um. B.A. AnmasoBa» perynapHo, amoéynatopHo. ¢3T
He nonyyaet. K 23 mec nocne gebtota 3aboneBaHns 1 Yyepes
7 mec nocne nostopHon TKM oTmedvaeTcs 3HaYnMmas noso-
UTeNbHas AMHaMWKa: HOpManuM3o0BaaUCb NabopaTopHble,
B TOM 4YMC/e CbIBOPOTOYHbIE, MapKepbl NOBPEXAEHUSA MUO-
Kapga (Tabn.), remoaMHaMUYECKME NMOKal3aTenn ¢ HopMasu-
3auunen pasmepos Kamep cepgua (KAP JIXK 31 mm, z-score
0,84) 1 cokpaTuUTenbHOM CNocoB6HOCTM MUOKapaa — B JIK
76,5% (Teichholz). MONMKOMMOHEHTHYIO Tepanuio cepae4yHon
HeJOCTaTOYHOCTM MauMeHTKa noflydyana B TEeYeHWe BCero
nepuoga HabnaeHUs 40 NOIHOW HOpMannsaumm pasmepos
W COKpaTUTENbHOM CNOCOGHOCTU NIEBOTrO Kenyao4ka (puc. 3).

KNIUHUYECKUA NMPUMEP N: 2

O nauueHTe

MauuneHT, ManbyunK, Bo3dpact 3 roga. lloctynun B nNna-
HOBOM MOPSiAKE MO HanpaBfeHUIO Bpaya MOAUKIUHUKK
B ®IrbY «<HMWL, um. B.A. AnmazoBa» ¢ guarHo3om: «Myko-
nonncaxapuaos, HEeYTOYHEHHbIM».

M3 aHamHe3a »KMU3HU:. PebeHOK OT 4-M BGepeMeHHOCTH,
1-9 1 2-9 6epeMeHHOCTM — KecapeBo ceveHune (bpaT u cectpa
300poBbI), 3-9 6epeMeHHOCTb — 3aMepluas. bepemeHHoCTb
npoteKkana Ha GoHe OCTPON PecnupaTtopHON MHPEKLMU Ha
paHHMX cpoKax. Poabl B cpoK. Bec npu poxaeHun 3260 T,
OnvHa Tena 52 cM. Ha rpyaHom BcKapmanBaHum Ao 1 roga.

N3 aHamHe3a 60/1e3HM W3BECTHO, YTO C 3-MeCcA4HOro
Bo3pacTa MaMa pebeHKa cTana 3ameyaTtb yBennyeHue pas-
Mepa KUCcTen, ¢ 6 mec nosiBunacb gedopmMauums rpyaHom
KNeTKn, ¢ 1 roga — yBenunyeHune Nob6HbIX 6yrpos, gedop-
Mauus 4depena. Kpome TOro, poautenu cranu obpaliatb
BHMMaHWe Ha HapacTatollee oTcTaBaHWe pebGeHKa B NCuXo-
MOTOPHOM Pa3BUTUU: CTan NepeBopaynBaTbes ¢ 6 Mec, cen
B 1 rog, nowen ¢ 1 rog 6 mec. B Bodpacte 11-12 mec nosiBu-
NIUCb 3aN0XEHHOCTb HOCa, AblxaHWe Yepes3 poT, Xpan BO CHe.
B Bospacte 3 netr obpatunucb B JIOP-otaeneHue. bbino
PEKOMEHAOBAHO OMEpPaTUBHOE fleyeHne — afeHoToMMuS,
OAHaKO onepauus He 6blia BbIMOMHEHA B CBA3KU C BO3HMK-
LWMMM TPYAHOCTAMK BO BpeEMS MHTYOaLuK (6onee noapobHas
MHOpPMaLMS B BbINMUCKE OTCYTCTBOBanNa).

dusukanbHaa gMarHocTMKa

Mpn noctynneHuun yepen 6Gpaxuuedanmyeckorn bopmbl,
COABNIEHHbIN B BUCKaX, rapromnanam, ryctble 4epHole 6poBu
W PECHULbI, KOPOTKas Lesl, BbICOKUIW 106, BblparKEHHbIE Haj-
GpPOBHbIE AyrH, YNIOWEeHHas nepeHocmLa, MacCUBHbIE BEKM
M ry6bl, MAcCCMBHbIE MOYKM YLIEW, B3AEPHYTbIN KOHYMK HOCA,
XpUN Npu naaye, MMKPOPETPOrHaTHS, YBEMYEHNE KMBOTA,
nedbopmauus rpyaHon KNetTku, aepopmauns KUCTEN No Tuny
«KOFTUCTOWM nanbl», YKOPOYEHHbIN MO3BOHOYHbIA CTONO,
nedopmMauma NO3BOHOYHMKA B TPYAOMOSICHUYHOM OTAene
(rMnepnopaos), rmnepTpmnxos. Ha wee cnepean NUrMeHTHoe
NATHO (OKpyrnon ¢dopmbl padmepom 8X12 Mm). HapyxHble
NMonoBble OpraHbl MO MYyKCKOMY TUMy. [ICMXOMOTOPHOE pas-
BUTUE: MbITAETCH CaMOCTOSTENbHO KyllaTb, JIOXKKY AEPHKMT,
cuauT, xoauT, 6eraer CcaMOCTOSATENbHO, HO ObICTPO YCTaeT,
oAeBaeTca M pasgeBaeTcs C NOMOLb Mambl. B peun —
3BYKM, CNOTU.

MpeaBapuTeNbHbIA AUArHO3

Mykononucaxapuaos | Tmna. XpoHUYEeCKU ageHOUaWT.
AneHouabl 2—3-1 CTeNeHU, XPOHUYECKUIN PUHOCUHYCUT, XPO-
HUWYeCKMr ageHomaunT. KpaHMocnHocTos. Kndo3 nosiCHUYHO-
ro otaena no3BOHOYHUKA. KepaTtonatus.



Ta6nuua. IvHamunka nabopatopHbIx NoOKa3aTtenen naumeHTkn N2 1 nocne ctapta GepMeHTo3aMeCcTUTENbHOM Tepanuun U TpaHcnaHTauuu

KOCTHOIo mMo3ra

Table. Laboratory shift table of patient N¢ 1 after enzyme replacement therapy onset and bone marrow transplantation

Mokaszarenu Hos6pb 2017 1. [eka6pb MapTt 2018 . CeHTA6pb 2018 T. ABrycr
(ne6loT 3a6oneBaHunna) 2018r. (Hayano ®3T) | (yepe3 2 mec nocne nepsoit TKM) 2019r.
NT-proBNP, nr/mn 82681 49568 3741 550 125
TPONOHWH, HI/MA 0,2 0,197 0,008 0,009 0,003
K®K, Ea/n 271 38 40 29 27
K®K-MB, Eg/n 125 73 38 28 17
NAr, Ea/n 546 242 239 234 210
Bupyc repneca 6-ro Tuna (+) (-) (-) (-) (-)

MpumevarHne. 3T — depmeHTO3amMecTUTeNbHasa Tepanus, TKM — TpaHcnnaHTaumsa KOCTHOro moara, MUP — nonvmepasHas uenHas peakums,
NT-proBNP — HaTpuitypetndeckuin nentug, KOPK — kpeatnHdocdoknHasa, KPK-MB — MB-dpakumsa KOK, JIAI — naktataermgporeHasa,

(+)/(-) — nonoxkuTenbHbI/oTpULaTeNbHbIN pe3ynbrart MLP

Note. ®3T — enzyme replacement therapy, TKM — bone marrow transplantation, MLP — polymerase chain reaction, NT-proBNP — natriuretic
peptide, KPK — creatine phosphokinase, KPK-MB — MB fraction of creatine phosphokinase, /I — lactate dehydrogenase, (+)/(-) — positive/

negative PCR result.

JlabopaTopHasi U HHCTPYMeHTaJibHasi AMarHoCTUKa

Mo pesynbrataM NabopaTopHbIX TECTOB BOCMaNUTENb-
HbIX M3MEHEeHWW, HapyleHWUN 3NEKTPONUTHOro 6GanaHca,
TUPEOUAHOrO cTaTyca, NOBbIWEHUA Kapauocneunduye-
CKMX GepMeHTOB He BbisiBAeHO. 10 peadynbrataM CyTO4YHOro
OKI-MoOHMUTOpPUpPOBaHMA HapylleHW! puTMa M NPOBOAUMO-
CTU He 3apeructpuposaHo. Mpu IxoKl: KAP JIXK 25,7 mwm,
KCP JTXK 17 mm, ®B 64,9% (Teichholz); Bu3yanuamposanucb
YyNAOTHEHWE CTBOPOK MWTPaNbHOrO KnamnaHa c perypruta-
umen 2-n crteneHu (puc. 4), rMNepaIXoreHHoCTb U MNpuU3Ha-
KW YMJIOTHEHUSA CTEHOK aopTbl C YMEPEHHbLIM YCKOPEHWEM
KPOBOTOKa Ha YpPOBHE AYrM U HUCXOAALLEN 4acTh aopTbl 4O
2,7-3,0 M/c, 4TO COOTBETCTBYET Ha4yanbHbIM MPOSABAEHUSAM
CTEHO3a aopThl (puc. 5).

MauneHT Obln HanpaB/ieH Ha KOHCynbTalMio K Bpady-
reHeTUKY, KOTOPbIM PEKOMEHLOBAHO NpoBefeHne TaHAEMHON

Puc. 4. OxoKkapanorpamma naumeHta N2 2 B yeTblpexkamepHom
nosuuum
Fig. 4. Patient N° 2 echocardiogram in four-chamber view

MpumevaHne. CTBOPKM MUTPANbHOro KnanaHa yniaoTHEHbI,
peryprutaumns 2-m cteneHun (oTMeyveHa cTpenkamu).

Note. Mitral valve leaflets thickened, 2nd degree regurgitation
(shown with arrows).

MaccC-CNeKTPOMETPUMN, OBHAPYKMBLIEN CHUKEHWE AKTUBHO-
ctv anbda-L-naypoHmaasel go 0,15 MKmMonb/n B Yac (Hopma
ana nabopatopuun > 1,96 MKMonb/n B Yac). B peasynbrate 6bin
yCTaHOBMEH AnarHo3 «Mykononucaxapuao3s | Tuna. CuHapom
[ypnep». B nocneaytouem aMarHo3 6bia NOATBEPKAEH reHe-
TUYyeckKu: B reHe IDUA o6HapyeHbl BapuaHTbl HYKNeoTUAHOM
nocnegoBatenbHoctn ¢.208C>T u ¢.223G>A — o6a B rete-
PO3UTrOTHOM COCTOSIHWUM.

[AvHaMuKa 1 ucxopasbl

MauneHTy HasHavyeHa P3T napoHuaason (Anbaypasum)
B TepaneBTMyeckon go3e 100 E[l/Kr. [o6GOYHbIX peakuun Ha
npuvem npenapaTta He OoTMe4yeHo. JaUTeNnbHOCTb HabntoaeHNs
B ®rbY «<HMWL, um. B.A. AnmasoBa» — 6 Mec, noc/ne Havana
®3T npowno 2,5 Mec. 3a UCTEKLWIMIA Nepuoa TevyeHue 3abo-
neBaHunsa 6e3 anHamMuku, IxoKl-nokasatenn 6e3 M3MEeHEHUN.

Puc. 5. 9xoKkapgnorpamma naumenTa N2 2 B naTMKaMepHOK
nosuuum
Fig. 5. Patient N2 2 echocardiogram in five-chamber view

lMpumevaHne. BU3yanuanpyrotTca rmnepaxoreHHOCTb U NpU3HaKu
YNIOTHEHUS CTEHOK @opThl (CTPENKaMU OTMEYEHbl YNI0THEHHblE
CTEHKMW aopTbl).

Note. Hyperechogenicity and aortic walls thickening are presented
(arrows show aortic walls thickening).
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KnuHun4yecKoe Ha6GnogeHue

MporHos

B o6oux cnyyasx, ¢ yyetom TOoro 4to MIC HocAaT npo-
rpeccupyloWnMii xapakTep, M KIMHUYECKUE MNPOSBAEHUSA
3a60/1eBaHMA yxyawalTcs ¢ BO3pacTOM U3-3a NOCTOSAHHO-
ro Hakonnexums FAl BO BCex opraHax W TKaHAX, MPOrHo3
ocTaeTcs HesicHbIM. OaHaKo, B Tex cnyyasx, Korga yaaetcs
Ha4vaTb Tepanuio C paHHero Bo3pacTa, MOXHO HadeaTbCs
Ha 6naronpuaTHoe TevyeHwe 3abofieBaHUs, COLMANbHYIO
ajantauuio NaunMeHToB U AOCTUXEHWE BbICOKOrO KayecTBa
KUBHMU.

OBCYXAEHME

OCno)KHEeHMA €O CTOpPOHbI cepAua npu OTCYTCTBUMU
cneundmnyecKon Tepannn 9BNSIOTCH HEOTbEMIIEMON YepTon
€eCTeCTBEHHOro tedyeHusa MIIC, xoTs xapaKTep noparkeHus,
Bo3pacT Aebtota, TeMMbl NPOrPeCCMPOBaHUSA 3HAYUTENBHO
pasHATcsa npu pas3nuyHbix Tunax MIC [8]. PaHHee BoBne-
YeHWe CepaeyHO-COCYAUCTOM CUCTEMbI B MATONOrMYECKUN
NpOoLLECC MOXKET NPUBOANTL K BbICTPOMY NPOrPeECCUPOBaHMIO
3ab60/1eBaHMA M NpPEXAEBPEMEHHOW CMEPTU BHE 3aBUCH-
MOCTM OT TOro, SIBASIETCH M NOparKeHWe cepaua BeayLiMm
CMMMNTOMOM WM COYETAETCS C NOPaXKeHWEM APYrMx opraHoB
n cuctem [8].

CnefyeTt OTMETUTb, YTO PACNPOCTPAHEHHOCTb MOPaXKEHMUS
cepaeyHo-cocyancton cuctembl npu MIMC octaetcs Hepo-
OLleHeHHOW. Bo-nepBblix, 3TO CBA3aHO C TEM, YTO 4YacCTb AeTen
¢ MIC, paxke nMmesa natonoruio cepaua, ocrattcs 6eccumn-
TOMHbIMK [8]. Bo-BTOpbIX, daTanbHas cepfevHas HejocTa-
TOYHOCTb Ha GOHE KapAMOMMOMNATUU MOXKET ObiTb NEpPBbIM
cumntomom MIC — elle 40 MaHUbecTaLmn Apyrux KIUHKU-
YECKUX NposABAeHUN 3aboneBaHus, OCTaBAAsS 3TUONOIMIO
ceplevyHor HeaoCcTaTO4YHOCTM M KapAMOMMOoMaTUM HEesICHOM
INs AeTCKMX Kapanonoros [1, 8].

C nosiBNeHWEM B KIMHMYECKON npakTtuke ®3T u TpaHc-
naaHTaLnmM reMonoaTUYeCKMX CTBOSIOBLIX KNETOK NosSiBUNACh
M BO3MOHOCTb PaHHEro Hayana fle4eHus Npu BCex Tunax
MTIC. 3Tn MeToabl NeYeHnsa 3aMeaNsaoT nporpeccupoBaHmne
naTofIorMyecKoro npouecca, B T.4. B CEPAEYHO-COCYANCTOM
CUCTEME, UK JaXKe cnoco6CTBYHOT o6paTHOMY pemMonesnu-
poBaHuIO (T.e. HOpManusaumnm 06BLEMOB/Pa3MepoB) yKe
CYLLECTBYIOLNX M3MEHEHUIN, MOBbIWAA Ka4yeCTBO XW3HU
NauneHToB, MONOXMTENBbHO BAWSAS Ha MPOrHO3 M, COOTBET-
CTBEHHO, A0JITOCPOYHYIO BblXMBaemocTb [1]. B 4acTtHOCTH,
A. Hirth n coaBT. [9] 1 J. Wraith 1 coaBT. [10] npoaeMOHCTpHK-
poBanu, 4yto ®3T npuBOANUT K 06GpaTHOMY pPemMoaennpoBa-
HUIO Kamep cepfla M BOCCTAHOBJIEHWIO COKPATUTENbHOWM
Cnoco6HOCTM MMOKpaada. Bmecte ¢ Tem R. Parini 1 coaBsT. [4],
a Takke P. Russo v coaBT. [5] nokasanu, 4To Jake CBOeBpe-
MeHHast P3T He BbI3bIBAET perpeccmn U3MeHeHun Knana-
HOB cepaua. Kpome Toro, B psiie nccineaoBaHui nokasaHo,
4YTO OnNTUManbHbIM ABNsSeTcs nposeaeHne TKM B paHHeEM
Bo3pacrTe [3, 5, 8].

MTMC | Tvna — oaunH 13 Tpex Tunos MIC (Hapsay ¢ MIC I
n VI TMNoB), NpU KOTOPLIX Hanbonee 4acto U B 6oJiee TaxKe-
non ¢dopme BOBEKAETCA CepleyHO-cocyancTas cuctema
[3, 7]. B cBoto o4epeab, cuHapoMm lypnep sBnsieTcs Hanbonee
He6naronpuaTHeIM GEHOTUNOM CPeAn OCTallbHbIX BapnaHTOB
MTMC |, np1 KOTOPOM paHHUI AEBIOT KapanOMMONATUKN MOXKET
npensaTcTBOBaTb cBoeBpeMeHHOM TKM u3-3a Taxenoro
COCTOSIHMS NaLmMeHTa, 06YCNOBAEHHOIO cepaevyHon HejocTa-
TOYHOCTbIO. B ¢BA3K ¢ aTnM y nauueHToB ¢ MIIC | n Taxxenown
Kapgnomuonatuen go TKM uenecoobpa3Ho npoBeaeHue
®3T ¢ npoaomKeHMeM nevyeHnsa Ao HopManu3aluu YpoBHS
3HAOreHHoro depmeHTa [3].

bpuTtaHCKMMKU y4yeHbIMM M3 KOponeBCKOro AeTcKoro
rocnutansa (r. MaH4yecTep), KOTopble MMeKT 60/bLIOW OMbIT
BegeHua naumeHToB ¢ MIC, B Tom yucne go v nocne TKM,

npeanaraetca nogospesaTtb MIIC | Tmna (cuHapom lypnep)
y noboro pebeHKa ¢ HeOObACHUMOM TSXKENOoM cepaevHon
HeloCTaTOYHOCTbD. Kpome Toro, ata e rpynna yyeHblx
pekoMeHayeT o6s3aTenibHO nucnonb3oBatb P3T, TaK KaK aTa
Tepanus No3BOASET CTAabMAN3MPOBATb U YNYYlUTb COKpa-
TUTENIbHYIO CNoco6HOCTb JIXK, ynydwas pesynbtatel TKM
3a cyeT NPOPUNAKTUKM CepaeYHO-COCYANCTbIX OCOXHEHWN
B NOCTTPAHCMNIaHTaLMOHHOM nepuoae. ABTOPbI CHMTALOT TaK-
e, yto TKM nyywe npoBoauTb, Korga dpakuus BbiGpoca
JIXK pocturaet 25-30% [8].

B onnMcaHHOM Hamu NePBOM KJIMHWYECKOM Clly4ae Kap-
[vMonor ABWACS MNepBbIM CNEeLManMcToM, KOTOpbIA 3ano-
nospun MIC ewe A0 pa3BUTUS KlACCUYECKUX (BEHOTU-
MUYECKUX W KIMHUYECKUX MPOSBNEHUN 3aboneBaHus.
HeTununyHoe, KpanHe TaKenoe Te4YeHue cepaeyHon Hepao-
CTaTOYHOCTH, He noajatolieecs MeauKaMeHTO3HOMY nevye-
HUWIO, 3aCTaBUIIO CNeLmanMcToB PacllMpUTb Kpyr 3aboneBa-
HUWM ana auddepeHLmanbHON ANarHOCTUKN. PaHHUI cTapT
®3T npuBen K BblPaXXeHHOM MONOXKUTENbHOW AWHAMUKe
C KyNMpoOBaHWEM CUMMTOMOB CEPAEYHON HEAOCTAaTOHHOCTH,
HOpManu3auun pasMepoB cepaLa U COKpaTUTENbHOM Cno-
cobHocTn JIK.

3AK/TIOYEHUE

B nocnegHve rogbl ¢ NOSBIEHUEM COBPEMEHHbLIX METO-
noB Tepanun MIC, Takmnx Kak @3T u TKM, BO3HUKNA BO3-
MOXHOCTb PaHHEro fieYeHusl, NpeaoTBPaLLEHUS WM OCTa-
HOBKM GbICTPOro NporpeccupoBaHuns 3abonesaHus. B cBs3u
C 3TUM B HacTosllee BpeMs CyLWecTBYeT KpanHAs HeobXxo-
OMMOCTb B paHHEeN AMarHoCcTMKe 3Tux 3aboneBaHui obme-
Ha, KoTopas MO3BOMAMT NauMeHTam MoayyYuTb crneunoduye-
CKYyl0 Tepanuio B aebtote 3aboneBaHus. [JeTCKM Kapamonor
MOXET fBUTbCS Kto4eBon durypon B auarHoctuke MIIC,
Koraa elle OCHOBHble GeHOTUNblI 3a60NeBaHUS HE O4eBU-
Hbl MW HE pacno3HaHbl ApyrumMu cneuunanuctamu. Moatomy
npaBwibHas UHTEpNpeTauus KIMHUYECKMX U NabopaTopHbIX
[aHHbIX, a TakKe pesynbratoB SKIN 1 IxoKIm MoxkeT noMoyb
B YCTA@HOB/IEHMM KIMHMYECKOrO AMarHo3a. K corkaneHnwuio,
Ha CEroAHsWHWA [OeHb COXPaHSAIOTCA CNOXHOCTU BeAeHUs
nauneHTOB C KapanMomMuonatuen, OCNOXHEHHON cepaeyvyHom
HeJoCTaTOYHOCTbIO y naumeHToB ¢ MIC, No npuynHe oTcyT-
CTBUSI PYKOBOACTB MO OMTUManbHOMY fleHEHUIO CepAEYHOM
HeJOCTaTOYHOCTM y 3TWUX AeTer. Heo6XxoaMMOCTb B TaKMx
PYKOBOACTBAxX NPOAMKTOBAHa TEM, YTO XOpOLINe pe3ynbTaThbl
TKM MoryT 6biTb AOCTUIHYTbI TOMIBKO MOcfe cTabunusaumu
COCTOSIHMA NaLMeHTa U Ha GOHe KOHTPOIMPYEMbIX MOKa3aTe-
new cepaevyHon GyHKLNUK.
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