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0O6ocHoBaHue. Mykonunngos Il Tuna (I-knetoyHass 6on1e3Hb, ICD) — 3abosieBaHMe M3 rpyrnnbl IM30COMHbIX 60/1€3HEN
HakoriieHus. 3To o4eHb pefikoe 3abosieBaHue, B UTepaTtype OfnucaHo Masio C/ydyaeB C MOATBEPKAEHHbIM AMarHo-
30M «MYKOIMMnA03». Elje pexe npuBoANTCS ONUcaHne U3MEeHEeHUI cepaedyHo-CcoCcyanCTON CUCTeMbI y AeTel ¢ JaHHOM
Hacne[CTBEHHON 601e3Hbl0. OnucaHue KJIMHUYECKOro cay4asl. B ctatbe npuBeAeHo OnmcaHne KJIMHUYECKOro caydas
myKosnmnugo3sa Il Tuna ¢ nartonornen cepe4Ho-cocyancTon cucTtemMbl — MOpPaxKeHUeM KaarnaHHoro annapara cepaua
B coYeTaHuu ¢ ruronja3men bpoLwHoOro otgesna aopTbl ¢ 06patumMon AnchyHKUMen MUoKapaa Ha ¢oHe Tepanuu xpo-
HU4YecKon cepaeydHon HegoctatoyHoctn (XCH). Y naynmeHTKU oTMedanochb orpybieHue 4epT auua, runepniasus eCceH,
MaKporioccus, MI3MEHEHME CKesleTa no TUMYy MHOXECTBEHHOIo AM30CT03a, AMPdy3Has MbiledyHas rMNOTOHUS, «M10T-
HbIk» MOAKOXHO-KMPOBOK con. CoyeTaHne apTepuaibHON rMNepTeH3nn, auaatannu noaocTen cepaua, runeptpooum
CTEHOK n1eBOoro xenyao4ka (/1XK), a Takke gaHHbIX KT-aopTorpaguu no3Boanan AUarHoCTMPOBaTh rMionaasuilo 6pioLL-
HOro otgesa aopTbl. 3aKnw4YeHue. [TopaxeHne KapanMoBacKyIIPHON CUCTEMbI y NMaUuNMeHTOB C MyKOJIUMNMA030M Be4eT
3a co60# Pa3BUTUE TAKEIbIX, KU3HEYPOXKaIoLWMX COCTOSIHUIM, HECBOEBPEMEHHas AUarHOCTMKa MOXKET MPUBECTU K yXyA-
LEeHUIO TedeHus 3aboneBaHusl. K TaKTnKe BeJeHus naumeHTa Heobxoamm MyabTUANCUMITIMHAPHBIM NOAXO0A.
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OBOCHOBAHME

MyKkonunngossl (MJ1) — rpynna peakux HacneacTBeH-
HbIX 3a60/1EBaHMN, OTHOCALLMXCHA K IM30COMHbIM 601€3HAM
HaKonJeHns, 06YCNOB/IEHHAs HapyLlEHWEM BHYTPUIN30-
COMHOW aerpagauunun cGUHroNMnMaoB, MUKO3aMUHOIIMKA-
HoB ([Al), rnMkonpoTenHos [1].

BrniepBbie 3ab6oneBaHuve Obl0 onucaHo B 1967 T.
J.G. Leroy n R.l. Demars [2]. MNpu HabnogeHUU peten
C rypnep-nogo6HbIM $EeHOTUNOM OHM 06paTU/IV BHUMaHUE,
4YTO y ABOWUX AeTen He OoTMeyaNoCb U3MEHEHUW POroBuM-
LUbl M TUNEP3KCKPeuun myKkononucaxapuaos. MNpu Kynb-
TUBALIMKU KNETOK KOXHbIX GNMOP06IacToB 3TUX NaLMEHTOB
BbIIBIEHO, 4YTO LMTOMIa3MaTU4ECKME BKIOYEHWUS OTU-
yaloTcs OT Tex, KoTopble 6blM ONUCaHbl y AETEN C CUHAPO-
Mom lypnep [2, 3]. B 1969 r. J.G.Leroy, R.l. Demars u J.M.
Opitz pann atomy 3a6oneBaHUIO Ha3BaHue «l-KneTtoyHas
6onesHb» (inclusion cell disease) [4].

B 1970 r. JW. Spranger, H.R. Wiedemann 6bin npega-
JNIOXEH TEPMUH «MyKOnMnnao3a» [5]. M3HavanbHo K MJT oTHO-
cunn 4 Tuna, KoTopble OblM MOMEYeHbl COOTBETCTBEHHO
Kak I, I, Il n IV, ogHaKo OTKpbITUE BGUOXMMUYECKUX NpoLec-
COB, fedeKT KOTOPbIX MPUBOANA K Pa3BUTUIO TOTO MW MHOTO
TMna 3abofieBaHuns, BHEC KOPPEKTUBLI B Kaaccudukaumio.
Taknm 06pa3om, B COOTBETCTBMM C MexayHapoaHOM Knac-
cuduKaumen 6onesHen pecatoro nepecmortpa (MKB-10)
Tenepb MJ1 | TMna (cnanmgos) KnaccubuumpyeTcs Kak riu-
KornpotenHold (E77.1), a MJ1 IV tTnuna (cnanonaunugos), yuu-
TbiBas MUHOM MEXaHU3M OOMEHHbIX HapylweHun (HapylleHne
TpaHcnopTa IM30coManbHbIX Cy6CTPaToOB Yepe3 MeMOPaHy),
OTHeceH K rpynne raHrianosmngo3os (E75.1) [6].

B HacTosuee Bpems, cornacHo MKB-10, pasnuyator
2 TMna MJ1, XxapaKTepu3yLWMUXCA CHUMKEHUEM BHYTPUKIE-
TOYHOM aKTMBHOCTM IM30COMAlIbHbIX TMAPONas:

E77. HapylweHus obmMeHa rMUMKONpOTEUHOB.
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o E77.0 OedeKTbl NOCTTPAHCAALUMOHHON MOAMPUKALUK

IM30COMHbIX GEPMEHTOB:

— Mykoaunungo3s Il (I-kneto4yHas 60/1€3Hb);

— Mykonunugo3s Il (nceBgononuamuctpopus ypnep) [6].

B cooTBeTCTBUM C reHeTnyeckon 6azon OMIM [7], pas-
NMyatoT YyeTbipe Tuna MJ1 (cm. Tabnuuy). B 2008 r. B cBA3M
C NepecMOTPOM HOMEHKNATYpbl 6bl/IM BHECEHbI KOPPEKTUBDI
B Ha3BaHusa TMnos MJ1 [8].

Haunbonee Taxenoe re4yeHne umeet MyKonunuaos, tun ll.

Mykonaunugos, tun ll

MJT 1l Tuna (I-knetoyHas 6one3Hb, mucolipidosis Il alpha/
beta; I|-cell disease, OMIM #252500) — HacneacTBeH-
Hoe 3aboneBaHue, OTHOCSALLEECH K rpynne SIM30COMHbIX
60one3Hen HakonaeHus, 06yCN0BEHHOE HEAOCTATOYHOCTbIO
N-aueTunrnokodamumHun-1-pocodotpaHcdepasbl BClea-
cTBue myTtaummn reHa GNPTAB (OMIM *607840). B pe3ynb-
TaTe ee geduumTa npoucxoauT Hapywexue docdopunu-
POBaHMS MaHHO3HOrO OCTaTKa JIM30COMHbIX GEePMEHTOB,
4TO NPUBOAMT K AedeKTy pacno3HaBaHUs MX KIETKaMu,
n GepMeHTbl BbiGpacbiBalOTCA BO BHEKIETOYHOE NPOCTPaH-
CTBO. BHYTpUKNETOYHAs KOHLEHTpauus NM30COMHbIX dep-
MEHTOB CHUXaeTcs, YTO NPUBOAMUT K HaKoMIeHuo cybeTpa-
TOB B KJIETKE, U B KOHEYHOM MTOre KneTtka rméHet [9]. leH
GNPTAB KapTupoBaH Ha KOPOTKOM njevye 12 XpomMoOco-
Mbl (12023.3). 3aboneBaHue HacneayeTcs Mo ayTOCOMHO-
peLeccMBHOMY TUNY M BCTPEYaeTCs C O4MHAKOBOM 4acTOTON
KaK Y MY>XX4MH, TaK 1 y XeHLWnH. MJ1 1l Tuna — KpanHe pegkoe
HacneacTBeHHoe 3abofieBaHWe, TOYHas pacnpoCcTpaHeH-
HOCTb B MUpE HEU3BECTHA Y 3aBUCUT OT PErMOHA, B CPEAHEM
yacTtota BcTpevyaemoctn 1:200 000 HOBOPOMKAEHHbIX [7].
B pervoHe CareHew-/lak-CeH-*KaH B npoBUHUMK KBebek
BbliBfieHa Hauboniee BbICOKas 4YacToTa POXAEHUS aeTen
¢ MJ1, Tun Il — 1:6184 HoBoOpoOXKAeHHbIX [10].

OCHOBHbI€ KJIMHUYECKUEe NPosBJeHUs

myKonunupo3sa, Tun Il

YxXe B nepuoge HoBopoOXKAeHHOCTM getn ¢ MJ1 Il Tnna
UMEIOT pPAa KIMHUYECKUX MNPOSIBNIEHWUI: TYronoABUMXHOCTb

nneyeBbIX CYCTaBOB, YMNIOWEHHOE NIMLO, MENKUEe opbuThl,
3anaBLyo U LUMPOKYO NEPEHOCHLY, «TONCTYIO» KOXY C BOC-
KOBOW TEKCTYpoM (y HOBOPOXAEHHbIX Haubonee 3amMeTHa
Ha MOYKax ylWewn M BOKPYr HWX), aedpopmaunio rpyaHon
KNeTKM (BKYas KNd03), ANIMHHBIX TPY64aTbiX KOCTEN, KOCO-
NnanocTb, BPOXAEHHbIN BbIBUX 6egpa. KnnHunyeckne name-
HEHWS COrnacoBbIBAOTCA C AAHHBIMU PEHTIFEHONOTMYECKON
KapTUHbl: OTCTaBaHWe KOCTHOro Bo3pacTa, KapTuHa ocTe-
OoneHun, Tena No3BOHKOB AedOpMUpPOBaHbI, pebpa UMELDT
pacliMpeHHble pe6epHO-XPSALLEBbLIE COYNEHEHMS, HO CYKEH-
Hble NnapaBepTebpalbHble YacTu, AUCnaa3uns Ta3a NPosSBs-
€TCs B BUAE Y3KMX TeN NOAB3A0LWHbIX KOCTEN U OTHOCUTENb-
HO AJIMHHbIX TOOKOBbLIX M CeAaNuLLHbIX KOCTEN; HAKIOHHbIE,
HernyeoKue KpbllWK BEPTIYKHOM BNaanHbl U ABYCTOPOHHWM,
4acTO aCMMMETPUYHbBIN BbiBMX 6eapa [11].

Mpu Taxenom TeyeHun 3aboneBaHUs BbiABASETCA Kap-
TUHa TPAH3UTOPHOrO HeoHaTaNbHOro runepnapatMpeosa
[11, 12].

Y Bcex MauMeHToB OTMevaeTcs nporpeccupytolas
3afiepXKKa pocTa, pebeHOK NpaKTUYeCKU nepecTaeT pacTu
K 2 rogam. lopakeHne KOCTHOM CUCTEMbl NposiBASeTCS
M3MEHEHUSAMM CKeneTa No TUMNYy MHOXECTBEHHOIO AM30CTO-
3a: KopoTKas Wwes, 604Ko06pa3Has rpyaHas Knetka, Tyro-
NOABMUXHOCTb CyCTaBOB, ABYCTOPOHHASA BanbrycHas gedop-
Mauumsa 6egep, UBMEHEeHUe KUCTU N0 TUMY «KOrTUCTOM Nnanbli»,
KOHycoo6pa3Has aedopmaunsa danaHr, YHaCTUYHbIA KpaHuU-
OCMHOCTO3, «6allmaKkoobpasHas» gedopmauus TypeuKoro
cegna [11].

YepenHo-nuuesBble au3mMopdun BKIKOYalOT B cebs
MaKpouedanuio, 6paxuuedannio, BbicTynawuwme nobHble
Oyrpbl, rMNepTeNnopmn3amM rnas, afnuKaHT, «OTe4YHble» BEKH,
3anasLyto, WMPOKYI0 NepeHOCULy, ManeHbKUIM HOC C OTKPbI-
TbIMW BMepej HO34psiMKU, GONbLIOW POT, MaKpPOrioCccuio,
rMnepnniasuio geceH, TofcTble rybol. Y aeten BbigBAseTcs
MaKpOKOpHea, BO3MOXHO Jierkoe MOMyTHEHME POroBuLbl
[11]. XapaKTepHbIM CUMNTOMOM 3aboneBaHus sBAseTcs
rpy6as 3ajepxKa MNCMXOMOTOPHOrO M pPeyeBOro pasBu-
TMS. TIpaKTUYECKM Yy BCEX NaLMEHTOB BbISBASAIOTCA Nynouy-
Hble, NaxoBO-MOLIOHOYHbIE TPbIXKK, OGOMbLIOM BbICTYyNato-
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Ta6nuua. OCHOBHbIE KIMHUYECKWE NPOSBNEHUS Pa3/IMyHbIX TUMOB MYKOIMNUA030B (MCTOYHMK: KypkoBa H.B., 2020)
Table. Major clinical signs of different types of mucolipidoses (source: Zhurkova N.V., 2020)

Tun M
AO nepecmoTpa
HOMEHKNATypbl
B 2008 .

Tun M1 Fen

Homep
OMIM

Bospact
maHudecTauumn
3a6oneBaHusa

OCHOBHble
KJINHUYECKHUE NPOSABNIEHUSA

MyKkonMnuaos,
Mykonunugos, tun Il Tvn Il anbda/
(I-kneto4yHas 6one3Hb) | 6eTa (I-knetoyHas
601€e3Hb)

GNPTAB

252500

3agepxKa GU3nM4ecKoro pas3BuTud, Mame-
HEHUa nuLa No TUMYy raprounnuama, uame-
HEHUs cKeneTta Nno TUMY MHOXECTBEHHOrO
am3octosa. pybasi 3agepKa NCUXOMO-
TOPHOTO Pas3BUTHS, MOPaXKeHUs cepreu-
HO-COCYAMCTOM CUCTEMbI, 3PUTENBLHOrO
aHanusartopa

1- MEC XKM3HM

MyKkonunuaos, tun i

anbda/6eta GNPTAB

MyKkonunuaos, tun llIA

252600

Hu3kui poct, rpyboBatble 4epTbl nuua,
M3MEHEeHWe CKeneTa No TUMY MHOXECTBEH-
HOro AM30CTO3a, NOMYTHEHWE POroBULbI,
rMnepmeTponuyecKknit acTurMaTnam, yTon-
LWEeHWe KOXMW, KapnafbHbli TYHHENbHbIN
CUHAPOM. MIHOrga — KOrHUTUBHbIE Hapy-
lweHus

2-3-1 rof X13Hu

MyKkonunuaos, tun i
ramma

Mykonunuao3s, tun lIC GNPTG

252605

Hu3Kui pocT, rpybble 4epTbl nuua, MUo-
nusl, NOMYTHEHWE POroBMLbI, YTOMLEHWE,
peryprutauma u CTeH03 aopTasbHOro Kna-
naHa, U3MeHeHWe ckeneta no TUMNYy MHO-
KEeCTBEHHOro Au3octos3a. WMHTennekt —
HOpMa, y YacTu NauMeHTOB — YMCTBEHHas
OTCTaNnoCTb IErKON CTENEeHU

1-e roabl *KU3HM

— MyKonunuaos, tun IV MCOLN1

252650

MuKkpouedanus, nporpeccupylouiee
nopaxeHue LUHC, rpy6as 3agep»ka ncu-
XOpe4yeBoro pa3BUTUSA, OTCYTCTBUE peyu,
cnacTu4yeckuin tetpanapes. [omyTHeHue
porosuubl, GMGpPO3Haa Aucnnasusa poro-
BMLbI, Mporpeccvpyollas AereHepalus
ceTyaTKu, aTpodusd 3pUTENLHOIO HEpPBa,
cBeT06053Hb, CTPabu3m

1-V rOf4 KU3HU

LMK XMBOT, renatocnieHomeranus, auddysHasa mMblleyHas
rMNOTOHUS, YTONWEHHaa Koxa. [leTn YacTo 60netoT 6poH-
XUTamu, NHEBMOHUSMK, OTUTaMK. HacTo GOpMUPYETCH KOH-
OYKTMBHas TyroyxoCTb, OAHAKO 3Ha4yMTeNbHasa noteps cayxa
BCTpeyaeTcs peako. CeHcoHeBpanbHas TYroyxocTb Hexa-
pakTepHa [11].

MJ1 1l Tuna xapaktepusyetcsa 100% neTanbHOCTbIO B Nep-
BOW leKaJe XMN3HK, KaK NpaBuio, OT NOBTOPHbIX UHPEKLMOH-
HbIX 3aboneBaHui. B otninyume ot MJ1 Il Tuna, npu MJT 1l Tuna
KJIMHUYECKUIN Le6loT 3aboneBaHns BO3HMKaeT nocne 2 net
YKWU3HW, Te4yeHMe MeHee 3/10KayecTBeHHoe, GOopMUpyLoTCH
MeHee BblparKeHHble CKeNeTHble MNPOSABAEHUS, KOTHUTWB-
Hble QYHKLMU MUHUMaNbHO HapyleHbl WaKM B HOpMe, Mpo-
[O/MKUTENBHOCTb XM3HU NpKU daHHOM dopme 3aboneBaHus
3HauyuTenbHo gonbwe — npu MJ1 [l ramma TMna naumeHTbl
NOXMBaIOT A0 NOXKUNoro Bo3pacta [13, 14].

YyuTbiBas xapaktep M natoreHes 3aboneBaHusl, name-
HEHWS CO CTOPOHbI CepALa CX04Hbl C UBMEHEHUSAMM, HabIO-
JaloWMMKUCS Y NaLuMEHTOB € APYrMMKU TN30COMHbIMU 60nes-
HSMW, B YaCTHOCTM MyKoMmonucaxapuposamu. TaK, vale
BCEro no AaHHbIM 3xoKkapauorpadum (3xo-KI) onucbiBatoT
YMNAOTHEHWE U YTOSLLEHWE CTBOPOK a0PTanbHOro U MUTPasb-
HOro KNnanaHoB, NPU ANWUTENIbHOM Te4YeHUU 3aboneBaHns —
dopmunpoBaHme runepTpodun MUOKapaa KenyaoyKkos
BCNEACTBME BHYTPUKIETOYHOIO HaKOMNIEHUS HepacLLenaeH-
HbIX cybcTpaToB [14]. [ToMMMO XapaKTepHbIX a8 AaHHOro
3a60/1eBaHUs USMEHEHMI, B NUTepaType BCTPEYaloTCs OMnu-
caHus coyeTaHus nposeneHun MJT ¢ gpyron KapauanbHOM
naToJiornen.

OaHO M3 MoAPOOGHbLIX ONUCaHWMK Pas3BUTMA AunaTtauu-
OHHOW Kapauomuonatuun (AKMM) y nauneHta ¢ MJ1 Il Tuna

6bl10 caenano B 2006 1. P. Mueller ¢ konneramu Haénwoaanu
nauueHTa, y KOToporo ¢ 8 HeJ OTMeYanncb MU3BMEHEHUS CKe-
neTa No TMNY MHOXECTBEHHOIO AM30CT03a, rpybble 4epThl
nvua, runepnnasus geceH, rpybbld ronoc, TyronoaBMK-
HOCTb CYCTaBOB M BPOXAEHHbIM BbIBMX 6eapa, MO AaHHbIM
Ixo-KI' — ymepeHHas aunatauma nesoro xenyaodka (JIXK)
C COKPaTUMOCTbIO MMWOKapha Ha HWKHEW rpaHuue Hop-
Mbl. Y pebeHKa 6blin UCKI0YEHbl XPOMOCOMHas NaTtonoruns
n cuHagpom lypnep. Ha ¢poHe KapamomeTabonnyeckom Tepa-
MUK OTMEYEHO MPOrpeccMpoBaHne KAWHUYECKOW CUMNTO-
Matukn K 10 mec, no gaHHbiM 3xo-KI — oTpuuartenbHas
AWHAMUKa B BUAE CHUXEHWS COKpaTUTENbHOM CMOCOGHO-
CTM MMOKapAa M HapacTaHusl aunaTauuu NeBblX OTAENOB
cepaua, CTPYKTYPHbIX aHOManuin M MopaxeHus KaanaHoB
cepaua AMarHoCTMPOBaHO He 6blfo, MO AaHHbIM peHTre-
Horpadum — Kapamuomeranus, cepjale wapoobpas3Hon
dopmbl. Ha ¢doHe Ha3HayeHuss Ga3UCHOM Tepanuu Xpo-
HMYECKON cepaevyHon HepocTatoyHocTn (XCH) BbiiBNeHa
3HaYMMas MoNOXKUTENbHAA AMHAMUKA B BUAE YMEHbLUEHUS
KNMHUYeCcKnx nposieneHnit XCH, no gaHHbiM 3xo-KI oTmeva-
NOCb yny4lleHne CoKpaTUTENbHOM CNOCOBHOCTM MUOKapAa,
HO coxpaHsinacbk aunatauyms JIXK. Pe6eHoK norn6 B Bo3pacte
30 Hepa OT NOBTOPHOM pecnupaTopHon nHbeKumm [15].

B 2010 r. A. Siles # coaBT. 6b11 onucaH pebeHok ¢ MJI
Il TMNa 1 aBNEHUAMKU 3aCTOMHOM CepaedYHOM HeOCTaTOYHO-
CTH, Yy KOTOPOro B Bo3pacTe 1 mec 6blia AnarHocTMpoBaHa
aTpe3us NeBon KopoHapHoW apTepun [16].

CoyeTaHne BPOXKAEHHOM MUTPasibHON HEAOCTaTOYHOCTH
W xapaKTepHoro ansa MJT yTonweHns CTBOPOK MUTPanbHOro
KnanaHa, noTpe6oBaBLWero NPoTe3anpoBaHnUa MUTPaNbHOIro
KnanaHa onucaHo M. Daimon n M. Yamagishi [17].

PEDIATRIC PHARMACOLOGY. 2020;17(5)

NEAUATPUYECKAA ®APMAKOJIOIUSA /2020/ TOM 17/ N° 5



CLINICAL CASE

K/TMHUYECKOE HABJIIOAEHUE

B 2018 r. R.L. Bounds v Konnern npeacraBuan KanUHK-
YecKun cnyyam — y 2-meca4Horo nauueHta ¢ MJ1 Il Tuna
C NOATBEPXKAEHHOM aTpe3nen NeBon KOPOHapHOW apTepuu
M He4OCTaTOYHOCTbIO MUTPANIbHOIO KflanaHa cpeaHen crene-
HW. MNocne ycnewHo NpoBeAEHHOMO XMPYPrMYECKOro NeveHums
aTpe3nn KOPOHapHOW apTepun oTMevanacb HopManuaauus
COKpaTUTENIbHON CNMOCOGHOCTM MUOKapaa, HO MPOrpeccupo-
Ba/iM NPU3HAKM MWUTPaNbHOM HEAOCTAaTO4YHOCTH, YTO MOTpe-
60Basio NPOTE3NPOBAHNA MUTPANbHOIO KnanaHa. MoBTopHoe
KapAMOXMPYpruyeckoe nevyeHne TakxKe Oblio ycrnewHbiM,
HO, HECMOTPSl Ha 3TO, COCTOsSIHME pebeHKa MNPOorpeccMBHO
yXyAWwanocb, OTMeYanucb YacTble pecrnupatopHble MHObEK-
LMK, 4TO NOTPEOOBAN0 YCTAHOBKM TpaxeocToMbl [18].

He y Bcex mauueHTOB C MNOATBEPXKAEHHbLIM AWArHoO-
30M MJ1 oTMeYeHbl M3MEHEHUS CO CTOPOHbI cepaua. Tak,
npv HabnoaeHun naumeHToB B CaygoBCKOM ApaBum TOSIbKO
y 1 13 3 6b1IM 3aPUKCUPOBAHbI UBMEHEHWS MO AAHHBIM 3X0-
Kapaunorpadum [19].

AuarHoctuka MJ1 Il Tuna 3akno4aeTcsa B BbigBae-
HUKM GEHOTUMMUYECKMX MPU3HAKOB 3a601eBaHUS, ONUCAHHbIX
Bbllle, a TaKKe B crneunduyecknx metogax obcnenoBaHus,
TaKWX KaK nocnepoBaTteflbHOe MNpoBefeHWe 3JH3MMoAaMar-
HOCTUKM W MOJIEKYNSIPHO-TEHETUYECKOIO MUCCefoBaHus.
JH3MMOAMarHoCcTMKka — onpejefieHne akTUBHOCTU NnU30-
COMHbIX GEPMEHTOB B IENKOLMTaX KPOBH, MPpH HEOBXOANMO-
CTU — B KYJIbType KOXHbIX pubpobnactoB. B KpoBu Habto-
[aeTcsl NoBbllWEeHNEe aKTUBHOCTH B-TOKYPOHMAA3bI, 06Len
rekcodamuHuaasbl, N-aueTtun-anbda-D-rnoko3amMuHmMaassbl
W OPYrUX IM30COMHbIX GEPMEHTOB, CHUKEHME aKTUBHOCTU
N-aueTunrniokodamuH-1-dochoTpaHcdepasbl. B KynbType
KOXHbIX GU6pP06aacToB HabNOAAETCH CHUXEHUE aKTUBHO-
CTW NU30COMHbIX pepMeHTOB. MoneKkynsapHo-reHeTnyecKoe
obcnefoBaHne BKAOYaeT UcCnefoBaHWe BCEX 3K30HOB
W Npunerawwmnx MHTPOHHbIX o6nacTten reHa GNPTAB [7, 20].
Mpn MJT 1l Tna cogepxxaHune Al B MOYe HaxoauTCs B npeae-
nax pepepeHCcHbIX 3HavyeHuw [21].

AnddepeHumnanbHyl0 AMArHOCTUKY cregyeT Mnpo-
BOAWUTb Mexay 3aboneBaHusMu M3 rpynmnbl TU30COMHbIX
60n1e3HeN HaKoMnneHus: MyKomonaucaxapuao3om | Tuna,
MyKononuncaxapugosom VIl Tuna, cManngosom, ranaktocu-
annpgo3om, GM1-raHrnmosngosomMm, GM2-raHrnmMo3ngo3om
(BapuaHT 3aHaxodda), GyKO3Ma030M, MHOMKECTBEHHOM
cynbdatasHoM HeAOCTaTOYHOCTbIO, a TaKXe B psje crnyya-
€B — C HeoHaTalbHbIM rMnepnapaTupeo3oM, PU3OMUENU-
YEeCKOW TOYEYHOM XOHAPOANUCTPODHUEN.

JleueHne 3aGoneBaHMA — CUMNTOMATUYECKOE.
MatoreHeTu4yeckas Tepanus gns MJ1 Il Tuna He pa3paboTa-
Ha. Y4uTbiBas NONOXUTENbHBIN 9QDEKT OT TpaHCNIaHTaLKUK
reMOono3TUYECKMX CTBONOBbLIX KNIETOK NPU IeYEHUMN NaLMeEH-
TOB C MyKOMNo/fiMcaxapmMao3oMm | Tuna, npoBoAMAOCk Uccneno-
BaHWe NO UCNOMIb30BAHUIO AAaHHOIO BMAA NEYEeHUs Y naum-
eHtoB ¢ MJ1 Il TMna, oAHaKo fJaHHas TaKTWKa OKa3asjacb
6e3ycnelwHon [22]. U3yyaeTcsa BO3MOXKHOCTb MHHOBALIMOH-
HOM TepaneBTUYecKorn cTpaTternun ana MJ1 Il Tuna, ocHoBaH-
HOW Ha WMCMNOb30BaHUU @HTUCMbICIOBbLIX ONUIOHYKIEOTH-
[10B, cnoco6CTByOLWMX Nponycky 19 ak3oHa reHa GNPTAB,
B KOTOPOM HaxoauTcs MyTauma ¢.3503_3504del, Hanbonee
4acTo BCTpeYvatoLwasncs Npu JaHHOM 3a6oneBaHuu.

KJIMHUYECKHUHA NPUMEP

O nauueHTe

Pe6eHok oT maTepu 30 neT, cTpagatollern XPOHUYECKUM
racTpuMToOM, MUOMUEN, MOYEKaMeHHOW 60ne3Hblo, BapuKo-
30M HWXHUX KOHEYHOCTEN; oTeL, He o6cnefoBaH.

[eBo4yKa oT 1-11 6epeMeHHOCTH, NpoTeKaBLwen Ha GoHe
paHHero TOKCMKO3a, aHeMuK, Manosoaus, detonnawleHTap-
HOM HepocTaTtoyHocTH BO Il 1 Il TpumecTpax.

Poabl nepsble, Ha 37-1 Hea, UHAYLMPOBAHHbIE B CBA3M
C BbISIBIEHHBIMW @aHOMaNUAMMU Pa3BUTUS NNaLEeHTbl — Kpa-
€BbIM MPUKPENIEHUEM MYNOBUHbI, TMNONNa3nMen nnaueH-
Tbl C MaTO/IOrMYECKOM HEe3PeNnocTbio BOPCUH. Macca Tena
npu poxaeHnn — 2050 r, anvHa tena — 46 cm. OueHKa
no wKkane APGAR 6/8 6annos, achuKcus B poaax.

Mocne poxAeHUa cocTossHMe pebeHKa pacueHeHo
KaK CpefHETSKeNoe B CBA3M C NPU3HAKaMM YTHETEHMS LieH-
TpanbHOW HepBHOM cucTembl (LLHC) n mopdodyHKLMOHANb-
HOW HeapenocTu. Mo aaHHbIM Ixo-KI natonornn He BbIsIB-
neHo. B o6wem aHannae KpoBKM oTMeYanacb TpaH3uMTopHas
TpomGoLmMTOneHns Ao 80x109/n. Ha 7-€ CyT }U3HU peBGeHOK
nepesBefeH B OTAENEHWE WMHTEHCWMBHOM Tepanuu B CBS3U
C HapacTaHMeM Npu3HaKoB yrHeteHus LHC, MuKpounpkyns-
TOPHbIMW HapyweHuamu. B nocneayowme agHn nponcxoamno
HapacTaHWe HeBPONIOrMYECKOW CUMMMNTOMATUKKU A0 PE3KOro
yrHeteHuns LHC, runoHaTtpnemusi, nepuoanyeckn — runep-
rMUKEMUS, Y4TO GbINO PacLEHEHO KaK KIWHWKAa TpaH3MTOop-
HOrO FMNOKOPTULM3Ma Ha OoHe TeYeHUss UHDEKLMOHHOIO
npouecca. Ha ¢oHe npoBeaeHUS KOMMNEKCHOW Tepanuu
COCTOSIHWE pebeHKa C NONIOKUTENbHOW JUHAMUKOW.

Co 2-ro MecC XWM3HW oTMevanacb HegocTaToyHas npu-
6aBKa Beca, MMKpOcoMaTU4yeCKoe AUCrapMoHuM4yHOoe dU3K-
yecKoe pa3BuTHe. B Bo3pacTe 2 mec pebeHOK 6bln 06¢cneo-
BaH KapAnonoroMm, KInMHUYECKM oTMeYanacb MpaMopHOCTb
npu 6eCNoKONCTBE, LWYM Ha OCHOBaHWK cepAaua, No AaHHbIM
9x0-KI' BbIIBNEHO CHUXEHWE COKPaTUTENbHOM CMOCOBHO-
CTM MWOKapaa: dpakuuns Bbibpoca (PB) — 51%, 6e3 3Ha-
yumon aunatauuu JIK (KOHeYHO-AMacToNMYEeCKUn pasmep
JOK (KOP NXK) — 24 mm (Hopma — ao 22 mm)) npu YCC —
149 ya/MWH, HeAOCTaTOYHOCTb TPUKYCMMAANBHOIO KnanaHa
(TK) 1-2-1 cTeneHun. PebeHKy Ha3dHayeHa meTabonnyecKas
Tepanusa Kypcamu.

B Bo3pacTte 4 Mec pe6eHOK rocnutann3MpoBaH B CTalu-
OHap No MEeCTY XMUTeNbCTBa C NPUM3HaKaMK OCTPOM pecnu-
paTtopHon uHdeKunn. Mpu ocMoTpe oTMeyanacb Nerkas
NacToO3HOCTb BeK, AedopMaLns rpyaAHON KNTETKHU (CepAeYyHbIN
rop6), NanbnNaTopHO MO CpefHEe-KYUYHON NUHUK NeYeHb
+2,0 c™M 13-noj Kpast pebepHon Ayrn, CUCTONMYECKUI LWYM
Ha BepxyLKe cepgua. Mo gaHHbIM peHTreHorpadum — Kap-
nvnomeranua (KTKU 0,71), npu npoBeaeHnn 3xo-KIL — pac-
wmnpenue nonoctn JIXK (KAP 31 mm (Hopma Ao 24MM), CHU-
YXEHWe COKpaTMUTeNbHOM cnocoBGHOCTU MWoKapaa (PB 41%
(Hopma 55-70)), runepTpoduUsa CTEHKU NPaBOro XKenyaoyka
(MK) — go 4 mm, cTeHKn JIXK He yToNLEHbI, CTBOPKKU KNa-
naHoB He W3MeHeHbl. lMpu nabopaTopHOM o6CNef0BaHMK
BbISIBIEHO pe3Koe MOBbIEeHNEe YPOBHS LWeno4yHon dpocda-
Tasbl 4o 2404 E[l. CocTOsAHME pacLEeHEeHO KaK MWOKapaumT,
Ha3HavyeHa Tepanusa NpPeaHuM30/I0HOM 1 Mr/Kr/cyT, KanTo-
npunom 0,5 mMr/Kr/cyT.

HecmoTpa Ha npoBOAMMYIO Tepanuio, COCTOSHUE
pebeHKa ¢ oTpuuaTENbHON AMHAMMUKOM: OTMEeYanochb npo-
rpeccupoBaHue CUMNTOMOB CEpAEYHOM HefoCTaTO4HO-
cTH, no 3xo-KI — HapactaHve aunataumu JIXK o 33 mm,
CHUXEHWE COKpaTUTENbHOM CNoco6HOCTU MWOoKapga JIHK
fo 35%. B Tepanuio NOAKOYEH AMIOKCWMH, mpenaparthbl
Kanus, NpoAO/MIKEH MPUEM MPEeLHM30N0HA C NOCTENEHHON
OTMEeHOW. HecmMoTps Ha NPOBELEHHYIO KOPPEKLMIO TEpaNnuu,
COCTOSIHME pebeHKa NPOoAOAKAN0 yXyAwaTbCs — NOSBUANCH
OAbllKa, TaxMnHoa, TaXMKapaus, B CBA3K C YEM B Tepanuto
NOAK/IOYEH CNMPOHONAKTOH B ao3e 1,4 mr/Kr/cyT. B coot-
BETCTBUM C PEKOMEHZALMAMMN reHeTUKa No MECTY KUTefb-
CTBa MPOBEAEHO MCCIeA0BaHWE MOYM Ha amuHoauMAypun
M aMMHOaLMAoNaTUM — NaTONOMMU HE BbISIBNEHO.

B 5 Mec pe6eHOK KoHcynbTMpoBaH B PeaepanbHOM
LEeHTpe No MecTy uTenbcTBa. pu nposegeHun 3Ixo-KI
BnepBble oTMevyeHa runeptpodua muokapga JIK: 3agHas



cteHka JIXK (3BCJTXK) — 5 MM, mMexrkenyaoyKoBasi nepero-
poaka (M) — 6 mm, JTIXK chepnyHoin dopmbl, rnobanbHas
COKpaTuTeNibHas CNOCOBHOCTb CHUXEHAa, HacocHas GyHKUMS
JI}K noBblleHa, MUHUManbHas MUTpanbHas perypruraums.
MpoBeaeHa mynbTUCNMpanbHas KOMMblOTEpHass Tomorpa-
dura (MCKT): uCcKntoUYeH BPOXAEHHbIV NOPOK cepAaLa — aHo-
ManbHOE OTXOXAEHWE NEeBON KOPOHAPHOW apTepuHu.

B Bo3pacTe 5 mec 29 gHel pebeHOK BnepBble NOCTyNuN
B oTaenexHune kapavonornn HMWL 3gopoBbst aetert M3 PO.

dusuKanbHaa AUarHocTuka

Mpn ocmoTpe: macca Tena — 5,2 Kr (HUxKe 3-ro ueH-
TUAS), pocT — 61 cM (3—10-7 LeHTUNb). UMT — 14 Kr/m2.
dusmnyeckme pasBuTUE HU3KOE, AUCrapMOHMYHOE 3a cyeT
neduunta maccol Tena. OcobeHHocTH deHoTUNa: JoAnxoLe-
danusa, NNOCKUI 3aTbINIOK, BbICTYNatoLWmi 106, rpybble YepThbl
nmua, rMnepTenopuam ras, WMPOoKoe, NIOCKOE NepeHoChE,
CUHODPU3, TycTble BGPOBM, «OTEYHOCTb» BEK, HU3KOpacno-
NIOXKEHHbIE YLHbIE PaKOBWHbI, rMnepniasusa geceH (puc. 1).
Y pebeHKa oTMedanuch gedopmaumns rpyaHON KNeTKH, CKo-
SIN03, TYTONOABUKHOCTb KPYMHbIX U MEJIKMUX CYyCTaBOB, NOBbI-
LEeHHas NJIOTHOCTb MATKMX TKAHEN NPKU OTCYTCTBUM OTEYHOIO
CUHAPOMa, BblpaxeHHasa anddy3Has MbllieyHas runoToHuUS.

Hab6nioganacb 3agep)kka MCUXOMOTOPHOrO Pas3BUTUSA:
[eBOYKa HEeNpoAO/IKMUTENbHOE BPEMS AepxKana rosoBy,
He nepeBopayuBanacb, 3a npeameramu cneawna, ynbl-
6anacb, pearnpoBana Ha OKpyxatwwux, 6pana urpyuw-
Kn. OAblWKK He oTMevanocbk. pu aycKynbTaunn — TOHbI
cepaua 3BYYHble, PUTMUYHbIE, OTMeYanacb TaxuvKapaus
no 130-160 ya/mMuH, NOBbIlLEHWE apTepuanbHOro AaB-
nenns go 130/70 MM PT. CT. HA BEPXHWUX KOHEYHOCTHAX
1 0o 150/90 MM PT. CT. HA HUKHUX KOHEYHOCTSAX.

OuarHocTuyecKue npoueaypsi

Mo gaHHbIM NnatopaTopHOro o6cnefoBaHWs BbISIBEHO
noBblleHMe YpoBHS cymmapHon KOK go 254 Ea/n (npu Hop-

Puc. 1. BHelwHWI BUA naumneHTa B Bo3pacTe 5 mec 29 aHewn

Fig. 1. General appearance of patient at the age of 5 months 29 days

Me 25-140), noBblweHne KOPK-MB no 11,6 Ea/n (npu Hopme
no 3,4), yBenuyenue yposHs JIAI — 315 Ea/n (npu Hopme
91-225), Mo4eBOM KMCNOTbl — 374 MKMONb/N (Npn Hopme
140-210), ACT — 57 En/n (npn Hopme meHee 42), CHUKe-
HWE CbIBOPOTOYHOrO Xenesa — 4 MKMOAb/N (Npu Hopme
7,2-17,9). MNMpoBeneHo nccnegoBaHne MOYM Ha IKCKPELMIo
AT — copepxaHue TAl B Moye B npegenax pedepeHCcHbIX
3HaYyeHun.

Mo aaHHbIM IKI 6bINKN BbIABAEHLI MPU3HAKK TMNEPTPO-
dun 060MX KeNnyLoyKoB M NEBOro NPeacepans, HapylweHue
penonapusaunn NpPeumyLLecTBEHHO 3aAHen cTeHku JIXK.
Mpu npoBegeHnn 3xo-KI AnarHOCTMpPOBaHO YMAOTHEHME
CTBOPOK BCEX KNanaHoB, NpeAcepamns He paclmMpeHbl, runep-
Tpodua cteHok MK n JIXK o 3 1 6-7 MM COOTBETCTBEHHO,
ymMepeHHas gunataums JIK co CHUXKEHWEM COKpaTUTENbHOM
cnoco6HocTn Ao 39% no Tenxonbly 1 Ao 31% no CUMMCOHY,
MWHUManbHas HeLOCTAaTOYHOCTb Ha MUTPaNbHOM KnanaHe,
HapylleHne guacTonnyeckom GyHKLMm no 1-my tmny. Mo gaH-
HbIM peHTreHorpadun opraHoB rPyAHON KNETKM yMepeHHas
Kapanomeranus ¢ KTW 0,62.

YynTblBas BbISIBAEHHYIO apTepuanbHyl0 FMNepTeH3uio
y pebeHKa rpygHoro Bo3pacTa, Hanuyne runeptpodun
MWUOKapaa no fdaHHbiM 3xo-KI, and UCKNIOYEHUS BPOXK-
OEHHbIX aHOManuMn pa3BUTUS aopTbl U ee BeTBeW MNpo-
BeaeHa KT-aoptorpadus rpyaHoro v GpIOWHOrO OTAENO0B
aopTbl: KT-gaHHbIX 3@ NOPOKM PaCMOOXKEHUA MarucTpanib-
HbIX COCYAOB TPYAHOM W GPIOWHOM MOMAOCTU HE NOMYYEHO.
KT-KapTMHa yMeHbleHUsa agnameTpa GpoWHOM aopTbl HUXKE
BepxHen 6pblxeeyHorn apTepuu (rmnonnasua?) Ha 45-50%.
KOHKpeMeHTbI Xen4yHoro ny3bips (puc. 2).

Mpn npoBegeHnn Y3 opraHoB OPIOWHON MNONOCTH
BbISIB/IEHblI KOHKPEMEHTbI }XENYHOro ny3bips. MeyeHb He yBe-
nnMyeHa, napeHxuma Auddy3HO HeOoJHOPOAHA; cenel3eHKa
He yBennyeHa, napeHxnma He U3MeHeHa.

B cBfi3nM ¢ Hanuunem y pebeHka AUMDPY3HON Mbllley-
HOM rMNOTOHMK Bblfla NPOBeAEeHa ANEKTPOHENpoMUorpadus,
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CLINICAL CASE

KNUHUYECKOE HABJIIOAEHUE

Puc. 2. KT-aopTorpadus rpyaHoro n 6ploHoro otaena aopt
Fig. 2. CT aortography of thoracic and abdominal aorta

MpumeyvaHue. 3eneHbiM LBETOM NOKa3aHO yMeHblUeHWe JuamMeTpa
6pIOLHON aopThl.

Note. Abdominal aorta diameter decrease is shown with green.

Mo pesy/bTataM KOTopow y6eauTebHbIX AaHHbIX 33 Hannyme
nopakeHus nepudepruyecKoro HEMPOMOTOPHOro annapara
He NoJsyYyeHo.

YuuTbiBas 0COGEHHOCTU GEeHOTMMNA, KapauonoroM 3ano-
[03peHo 3a6onesaHne M3 rpynnbl TM30COMHbIX 60NE3HEN
HaKonneHus.

KnuHuvecKuii guarHos

Mo pesynbraTaM KAWHUMKO-WHCTPYMEHTaNbHOro o6cene-
JoBaHuWsl peGeHKy ycTaHOBNEH AnarHo3: KapauomuonaTus,
BTOpPMYHas, [AunaTauMoHHbIM TN, HepocTaTo4YHOCTb
MUTpaNbHOro KnanaHa. M’nonnasus 6poLWHOro otaena aop-
Tbl. ApTepuanbHasa runepteH3dusa. XCH 2A ctaguun. ©K I
no Ross. HacneactBeHHas naTonorus HeyTo4YHeHHas.

AnddepeHymanbHas guarHocTuKa

OcHoBHOe 3a60neBaHuKe, Mo NOBOAY KOTOPOro pebeHoK
nocTynun B KapAWONOrMYeCcKui cTtaunoHap, Obl1o AuMarHo-
CTMPOBaHO, 0fIHAaKO TPeboBasio YToOYHEHUS POHOBOE 3a60-
fieBaHue. YunuTbliBas paHHU 0e6IOT, XxapaKTepHbli deHoTUn,
cKeneTHble gedopmauun, nposoaunacb andodepeHumanb-
Hasa anarHocTuka mexay MJ1 Il Tuna u MyKononucaxapuao-
30M | TMna.

[AuMHamMuKa 1 ucxopbl

Pe6eHKy npoBeaeHa Koppekuus Tepanun XCH (npose-
[EeHO MoBbIWeHWe A03bl KanTonpuia Ao 2 Mr/Kr/cyT, npo-
LOMKEH NpueM AurokcuHa B go3de 0,02 mr/cyT, Ha3HayeH
6uconponon 0,1 Mr/Kr/cyT, cnupoHonakTtoH 0,5 Mr/Kr/cyrT,
dypocemuna 1,3 Mr/Kr/cyT, aueTuncanMuunoBas KucnoTa
3 MI/Kr/cyT, Ha poHe Yero oTMeyeHa NonoXK1TeNbHasa AuHa-
MUKa KJMHWYECKW B BUAE HOpPManu3dauuu apTepuanibHOro
[LaBneHus, NoBbIWEHUS ABUraTeNbHOM aKTUBHOCTU pebeH-
Ka, yny4dleHuns annetuTa.

MMauMeHT KOHCYNbTMPOBaAH BPa4YOM-TEHETUKOM, U, Yyu-
TbiBas AaHHbIE KJIMHUYECKON KapTUHbI (0COBGEHHOCTU deHo-
TMna, orpybneHune 4ept nuLa, NoparKeHWe KOCTHO-CyCcTaB-
HOWM CUCTEMbI, MOpPaXKeHne cepaeyHO-CcoCyanCTON CUCTEMDI,
BblpaxKeHHY0 ANDOY3HYIO MbILEYHYIO TMNOTOHUIO, @ TakK-
e OTCYTCTBME TUMNEPIKCKPELMU TNUKO3aMUHOTIMKAHOB
C Mo4yon), y pebeHKa 3anofo3peH guarHos — MJ1 Il Tuna.
[ONns yTO4YHeHus auarHos3a MeToAOM MpPSAMOro aBTOMaTu-
4YECKOro CeKBEHMPOBaHUS Oblin UCCnefoBaHbl BCE KOAM-
pylolme aK3oHbl (1-21) reHa GNPTAB, a TaKxe npunera-
loWMe K HUM MHTPOHHbIE 06nacTu: BbiIBNEH MaTOreHHbIN
HYKNEeoTUAHbIN BapuaHT ¢.3503_3504del B roMO31roTHOM
COCTOSIHUM, NPUBOASAWMA K aMUHOKUCIOTHOMY BapuaHTy
p.Leu1168GInfs*, onucaHHbIN paHee y nauueHToB ¢ MJI
Il Tna [9]. UccnegoBaHMe nNpoBOAMNOCH B NlabopaTopuu
MOJIEKYNIIPHON TEHETUKN U MEAULMUHCKOM reHoMMKn HMUL,
3a0poBbs aeter M3P®.

Ha ocHOBaHWK AaHHbIX KIIMHUYECKON KapTUHbI U MOJIEKY-
NAPHO-reHeTnYecKoro o6cnefoBanns pebeHKy yCcTaHOBNEH
anarHo3 — MJ1, tun 1l

Mpn AMHaAMMYeCKOM HabMOAEHUU KAUHUYECKU OTMe-
YeHbl yAyylWeHWe CcocTosHMSA pebeHKa, TeHAeHUMs
K HOpManusauuu aptepuanbHOro aasfeHus. Yepes 4 mec
Ha ¢oHe NpoBOAMMON Tepanuu no AaHHbIM Ixo-KIT coxpa-
Hanack runeptpodusa Mrmokapaa MK n JIXK 6e3 HapacTaHus
B AMHaMWKe, BbiiBNeHa HopManusauuns paamepos JIXK n ero
coKpaTtuTenbHon cnocobHoctn (JIXK KAP/KCP 24/16 mwm,
OB — 66% Tenxonbl, 55% CUMMMNCOH), HO NPU 3TOM BMep-
Bble B 10 Mec oTMeYeHO yTosWeHWe CTBOPOK aopTalibHOro
M MUTPaNbHOro KnanaHoB M K 14 mec — HapacTaHue Hefo-
CTaTO4YHOCTM MUTPANbHOMO KflanaHa 4o 2-# cTeneHun. B 6uo-
XMMMYECKOM aHanuM3e COXpPaHsANoCb MOBbIEHWE YPOBHSA
ueno4yHon pocdartasbl go 681 Ea/n (npu Hopme 50-350),
0[HAaKO OTMeYeHa HopMmanu3auus nokasartenen KPK-MB,
N4 n KOK.

[anee HabnogeHne 3a pe6eHKOM NPOBOANIOCH CNeLu-
anucTaMm No MecTy xutenbcteBa. OTMedvanucb nporpec-
cupytowasa 3ageprka NCUXOMOTOPHOro pa3BUTUSA, OTCTa-
BaHWe B PU3NYECKOM pPa3BWUTUMU, YacTble pecnupaTopHble
3a6oneBaHus. [locTENEHHO NPOMCXOANNIO OrpybneHne yepT
nvua, nporpeccupoBano noparKeHWe KOCTHOW CUCTEMbI
(puc. 3).

Puc. 3. MNauuneHTKa ¢ mykonunuaosom, Tmn Il, B Bo3pacte 3 roga
3 mec

Fig. 3. Patient with type Il mucolipidosis at the age of 3 years
3 months




Mpn nposegeHnn MPT No3BOHOYHWKA AMArHOCTUPOBA-
HO BbINPSAMAEHWE WeENHOro nopgosa ¢ GopmMUMpoBaHUEM
KndoTtnuyeckon agedopmaunn Ha ypoBHe C2-C5 no3BOH-
KOB, pe3Kasa KndboTtnyeckasa gedbopmauns Ha YPOBHE HUK-
He-WeWHOro M BEPXHErpyagHoOro oTAenoB MNO3BOHOYHMKA,
C BblpaxKeHHOM aedopmaLime Tef NO3BOHKOB, S-06pa3HbIM
NPaBOCTOPOHHUM U3TMBOM U CyKEHUEM carruTanbHOro pas-
Mepa MO3BOHOYHOrO KaHana Ha YpPOBHE HUXKHELEeNHOro
W BEPXHErpyaHOro OTAeNoB MO3BOHOYHMKA (Ao 0,44 cm)
(puc. 3). CnMHHOM MO3r Ha AaHHOM YPOBHE 3Ha4yuTeNbHO
nedopmupoBaH, UCTOHYEH. Bbllwenexawme otgenbl CrhuH-
HOMO MO3ra yTO/WEHbl, C UBMEHEHUSIMW CUIHanNa Mo Tuny
muenonatun. OnpegensieTca yBenuyeHue yrna borapta
6onee 135° (Hopma — ao 122°). dopma ocTanbHbIX Ten
NO3BOHKOB HenpaBuibHaa ABOSKOBOrHyTas, KAMHOBUAHAS,
6e3 NPU3HaAKOB MOBPEXAEHUS 3aMblKaTesbHbIX MAACTUH.
Mo paHHbIM MPT rosioBHOro mo3ra BbisiBasnacb MP-kapTuHa
NepuBEHTPUKYNSPHOIO NelMKoapeosa Ha ypoBHe Tef, nepea-
HUX U 3a4HUX POroB GOKOBbIX XENYLOYKOB C ABYX CTOPOH,
MUKPOKUCTbI LMLLIKOBUAHOW XKenesbl.

Co BpemeHeM cocTosiHue pebeHKa NOCTENEHHO yXyaLla-
N10Cb, MOSABMINCH HEBPOSIOrMYECKUE HapylleHusa: nceBao-
OyNb6apHbIN CUHAPOM, TUNEPTOHYC MbIWL, HUKHUX KOHEY-
HOCTEN, NaToNIOrMYeCKUe KUCTEBbIE W CTOMHbIE 3HaKMW,
OTCYTCTBME OMOPbI HA HOTW MPU BEPTUKANNIALIUU, CHUKEHNE
ABUrateNlbHOW aKTUBHOCTU, NPUCOEAMHUANCH pecnupaTop-
Hble HapyweHUs BCNeACTBME YacTbiXx MHOEKLMI AbixaTenb-
HbIX NyTew, ABAEHWUS NONMOPraHHOM HEA0CTaTOYHOCTH, NpU-
BeAlWue K netanbHoOMy ncxoay B 4 roga.

OBCYXAEHME

MJ1, Tun Il — 3aboneBaHue M3 rpynnbl JIM3OCOMHbIX
60Ne3Hen HaKOoMIeHUs, AN KOTOPOro XapaKTepHbl Mpo-
rpeccupyilollee TeyeHne U MYNbTUCUCTEMHbLIN XapakTep
nopaeHus. 3anofo3punTb 3a6oseBaHne B NepBble MecsLbl
KM3HU NO3BOASET Hanuume y pebeHKka rpybbix YepT nuua,
rMnepnnasuun geceH, MakporiioCCuUu, Hanuymsa MynoyHblX,
NaxoBO-MOLWOHOYHbIX FPbIX, YaCTbIX PeCNMpaTopHbIX 3a60-
neBaHum.

Y npefcraBneHHOro nauveHTa MHOro deHoTunuye-
CKMX MposiBNeHWn, xapakTepHblx ang MJ1 Il Tvna, KoTopble
He OblIM CBOEBPEMEHHO BbISIB/IEHbI, U TONbKO B CBA3M
C nporpeccupyolwen HefoCTaTOYHOCTbIO KpoBoobGpalle-
HMA pebeHOK 6bln HanpaBneH B PefepanbHbll LEHTP
r. MOCKBbI, rge yxe npu nocTtynieHun 6bino obpaleHo
BHMMaHWe Ha 0CO6eHHOCTM ero deHoTMna, apTepuanb-
HYIO TMNEPTEH3UIO MPU HUBKON COKPATUMOCTM MUOKapAa.
YyutbiBas Bo3pacT pebeHKa U GeHOTUMMYECKME MPU3HAKM,
nposogunacb anddepeHunanbHas AUArHOCTUKA Mexay
ABYMS TM30COMHbIMU 60/1€3HAMU: MyKOMNoMcCaxapMao30om
| TMna u MJ1 1l TMNa, ogHaKo BbISIBAEHHOE YNIOTHEHUE MSAT-
KUX TKaHeW No3B0OJINI0 HaM € 60/blUEeN 0SIEN BEPOATHOCTHU
npeanosioxuTb y peéeHka MJ1 Il Tuna. MccnegoBaHue Moyu
Ha aKcKpeuuto Al He BbIIBUJIO OTKJIOHEHWM OT HOPMBbI,
4YTO MCKIOYMNO AMarHo3 MyKononucaxapuposa. locne
KOHCYNbTaLMK reHeTUKa 1 NonyvyeHns aHHbIX MOSIEKYNsp-
HO-reHeTnyecKoro ob6cnefoBaHmsa 6bin NOATBEPKAEH Ana-
rHo3 MJ1 Il Tuna.

B gaHHOM cnydae BbiiBNeHHas MO AaHHbIM 3xo-KI
runepTpodus MMoKapaa, BEPOATHO, UMEET KOMOBUHUPOBaAH-
HbIM XapaKTep — KaK BCneAcTBMe WHOUNbTPaUUK TKaHen
cepaua HepaclenneHHbiMK cybecTpataMu, Tak U B pedyfb-
TaTe rmMnepTeH3nu.

AnchyHKUMA MUOKapAa, KJIMHWMKa 3acToOMHOW ceppaeuy-
HOM HEAOCTaTOYHOCTH, ONpPeaenstoLne TIKECTb COCTOAHNUS
pebeHKa B 1-M MOJYyroAvM XW3HW, obpaTHoe pas3BUTUE
KIMHUMYeCKMx cumntomoB XCH, HoOpManu3auua pasmepos

nonocTen cepaua M ero CoKpaTtUTeNbHOW CNOCOGHOCTHU
Ha doHe ageKkBaTHO nogo6paHHoM Tepanun XCH 1 npeanu-
poBaHue nposeaeHun MJ1 Il Tuna (BblpaxeHHasa 3adepxKa
NCUXOMOTOPHOIO Pa3BUTUS, MPOrPECCUPOBAHNE MblLLEYHON
TMNOTOHWUW, CKENEeTHbIX HapyweHWW, M3MEHEHUS KnanaH-
HOro annapaTta cepaua v Ap.) NO3BOASAT YTBEPXKAATb,
YTO NPU HANMYMK COYETaAHHOM NATONOMMKU, @ UMEHHO OBMEH-
HOro 3a6oneBaHns U BPOXKAEHHOIO NOPOKa Pa3BUTUSA COCY-
OB, CBOeBpeMeHHas AMarHoCcTMKa W COOTBETCTBYylOLlee
nieyeHrne CnocoBHbl YAYYLWNTb KavyecTBO KM3HM NauueHTa,
HO He BMAIOT Ha TeYeHWe OCHOBHOro 3aboneBaHusa U ero
NPOrHo3.

CoyeTtaHne MJ1 Il Tvna ¢ runonna3unen 6pioLLHOro oTaena
aopTbl B NMUTEPATYPHbIX WCTOYHMKAX Ha [AaHHbIA MOMEHT
He onucaHo.

MpuvBedeHHbIN KIAWHUYECKUW Clydyan TMoKa3biBa-
eT HeoO6XO0AMMOCTb KOMMJEKCHOr0 W BCECTOPOHHEro
ob6cnefoBaHns NauMEHTOB C PeaKMMKU 3ab0fieBaHUAMM,
4N KOTOPbIX XapaKTepHO Mopa)keHue cepheyvyHo-cocy-
ancTon cuctembl. CoyeTaHue HacnencTBeHHOro 3abosne-
BaHWS C BPOXAEHHbBIMWM MOPOKaAMW pPa3BUTUS HepeaKo
BCTpeyaeTcs B neanaTpU4yecKon MpaKTUKe, HO Hanuyue
y pebeHKka ¢ 3aboneBaHMEM W3 rpynnbl JM30COMHbIX
60/1e3HEN HaAKOMIEHUA BPOXKAEHHOro NMOpPOKa pa3BUTUS
COCYAOB MOXET MPMBECTU K BbIPaXKEHHOMY YXYALEHUIO
COCTOSAHMSA NaUneHTa.

B npvBeAeHHOM K/IMHMYECKOM MpuMepe MoKa3aHui
K XMPYPrMyecKoMy BMeLaTebCTBY He 6bI10, 04HAKO, NMPUHM-
Masi BO BHMMaHWe 0CO6EHHOCTU MPOSIBNEHUIA NTM30COMHbIX
60ne3Hen HakonneHus, B Tom yucne MJ1 1l Tuna, B cnydvae
HEe06X0AMMOCTH ONepaTUBHOIO leYeHUs cneayeT y4uTblBaTb
ps4 oco6eHHOCTEN NpU UHTYGaLUMK NaumeHTa 1M nocneone-
pPaLMOHHOIO BEAEHUS.

3AKJ/IIOYEHHME

Taknm 06pasom, NpUBEOEHHbIN KIAMHUYECKUM Clyvan
AEMOHCTPUPYET, 4TO neanaTtpuyeckoe coobLecTBO Heno-
CTaTO4YHO OCBELOMNEHO O pefKkux 3aboneBaHusX, B TOM
yucne u3 rpynnol 6onesHer HakonaeHws. MyKonunuaos
Il Tuna — pegkoe HacneacTBeHHoe 3aboneBaHue U3 rpyn-
Nbl IM30COMHbIX 60ne3Hen, Tpebylolee, y4uTbiBas Nonu-
CUCTEMHOCTb MOPa*KEHUs, MYNbTUAUCLUNAMHAPHOIO NOA-
X04a C BOB/JIEYEHMEM He TOJNbKO NeanaTtpoB M FEeHETUKOB,
HO W KapAWoNoroB, HEBPOAOroB, opTonenoB, obTanbmMosOo-
roB, OTOPUHONAPUHIONIOMOB M APYrMX CneLunanucToB. B nute-
paType UMeloTCs HEMHOIOYUCIEHHbIE HABMIOAEHNS NaLMeEH-
T0B ¢ MJ1 Il TMNa, cpean KOTOPbIX TOIbKO Y YacTh 60JbHbIX
BCTPEYaloTCqd OnucaHusa NatofiormuM cephaevyHo-coCyancTomn
CUCTEMbl — KaK M30/MPOBAHHO MPOSBAEHUNA OCHOBHOIO
3a60/1eBaHUs, Tak U B COYETaHWUM C APYron naTtonoruven
cepaua 1 cocyaoB.

Nmetowmecs pa3po3HEHHbIE OMUCaHMA He MO3BOASIOT
CyaMTb O YacToTe BCcTpevyaemocTn MJ1, yacToTe 1 xapakTepe
M3MEHEHMIN CepaeYHO-COCYANCTON CUCTEMDBI Yy AeTen € AaH-
HbIM 3a60/1EBaHMEM, B CBSI3M C YEM Llenecoo6pasHo co3aa-
HWEe MeXAyHapOoAHOro perncrTpa naumMeHTosB.

UWH®OPMUPOBAHHOE COINIACUE

OT 3aKOHHOro NpeAcTaBUTENS MOJSyYEHO MUCbMEHHOE
no6poBosbHOE MHGOPMUPOBAHHOE corfacve Ha nyGnuKa-
LMI0 OMMUCaHUs KIIMHUYECKOrO cliyyasl, Ha MCnofib3oBaHue
ero MeaMLMHCKUX AaHHbIX U U306parKeHui (daTa noanuca-
HMs 03.11.2020).

BbIPAXXEHUE NPU3HATEJIbBHOCTH
C ocob6oi 6GnarofapHoCTbid XO04YeTcs OTMEeTUTb
MNogknetHoBy TaTbsiHy BnagMmumpoBHY 3a MoJsie3Hble 06CY K-
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CLINICAL CASE

K/TMHUYECKOE HABJIIOAEHUE

LEHUS 1 MHOTOMIETHIOK MIOAOTBOPHYIO COBMECTHYIO paboTy
¢ opdaHHbIMU NaLneHTamMu.
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