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0O6ocHoBaHue. Mykononucaxapngosd (MIC) Il Tuna — X-cuenneHHoe HacneAcTBeHHoe 3abosieBaHMe U3 rpynbl IM30COM-
HbIX 6071€3HEN HAKOMNIEHWS, PN KOTOPOM CHUXEHME/OTCYTCTBME aKTMBHOCTU pepMeHTa naypoHaT-2-cy/ibdaTtasbl IpUBOAUT
K HapylleHUto pacrnaja rmuKol3amuHorkaHoB (TAlN). HakornneHue FTAlT B in3ocoMax BEAET K HapyLIEHWIO QYHKLMM pas/iny-
HbIX TKaHen ¥ opraHoB. Pa3/in4atoT HeMponaTuiyecKyo (TSKeNy) n HEHENPONaTUYECKyo (OTHOCUTE/IbHO JIerKyto) popMbi
3abon1eBaHus. [JuarHocTnka HeHerponatuyeckon popmbl MIIC Il B paHHEM Bo3pacTe SBASETCS C/I0XKHOM 3ajadye, NOCKO1b-
Ky 3abo/ieBaHne MEANIEHHO [MPOrpeccupyeT, a paHHUEe CUMMTOMbI Masno3aMeTHbl. OnMcaHWe KAMHUYEeCKUX CJly4YaeB.
B craTbe npuBeAeHo onucaHme TpeX KIMHUYECKUX CllydaeB HeHerponaTudecKon opmbl MIIC II. Y 60/1bHbIX OTMEYEHbI Herpy-
6ble MUBMEHEHUS YepT AnLja Mo TUMY raproninama, renatoMeraams, rpbixku, peunanBupyoLmMe oTUTbl, HeBOCMHAINTE/bHbIE
KOHTpaKTypbl CyCTaBOB, NopaeHune KaanaHoB cepAua. PocT geTen cooTBETCTBOBAJ BO3PACTy MK Bblsl YyTb HUXKE pege-
PEHCHbIX 3HavYeHmi. OnuceiBaemyto popmy MIIC Il xapaKTepu30Baio OTCYTCTBUE KOTHUTUBHbIX HapylleHui. 3aKao4eHme.
loka3aHa a¢pPEeKTMBHOCTb pepMeEHTO3aMeCTUTE/IbHOM Teparnum: OTMEYEHO BbIPaXKEHHOE yayqlleHNe KIMHUYECKON CUMMTO-
MaTUKM, 3aMeaIeHNE POorpeccrpoBaHns 601€3HU U 3HAYUTESILHOE Y/YYLIEHNE Ka4yeCTBa KU3HM.

KnroyeBblie cnoBa: fetn, IM30COMHbIe 60/I€3HN HaKOMIEHWS, MyKornomcaxapuios Il Tuna, HeHernponaTnyeckas Gopma,
pepmeHTo3amecTuTeIbHas Tepanus, uaypcyibpasa
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Non-Neuropathic Form of Mucopolysaccharidosis Type lI:
Clinical Cases

Background. Mucopolysaccharidosis (MPS) type Il is an X-linked hereditary disease from the lysosomal storage diseases group.
The absence or malfunctioning of the iduronate-2-sulfatase enzyme leads to disruption in glycosaminoglycans (GAG) degradation.
The GAG accumulation in lysosomes leads to dysfunction of various tissues and organs. There are neuropathic (severe) and non-
neuropathic (relatively mild) forms of the disease. Early diagnostics of non-neuropathic form of MPS Il is quite difficult due to slow disease
progression and because early symptoms are hard to notice. Clinical Cases Description. This article describes three clinical cases
of non-neuropathic form of MPS Il. Patients had following symptoms: non-rough facial features changes (gargoylism), hepatomegaly,
hernias, recurrent otitis, non-inflammatory joint contractures, and cardiac valves involvement. The children height conformed to the
age or was little lower than reference values. The described form of MPS Il is characterized with the absence of cognitive impairment.
Conclusion. Enzyme replacement therapy efficacy has been shown via disease progression slowing down, significant improvement of
clinical symptoms and quality of life.
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OBOCHOBAHME

Mykononucaxapvgo3d, i I (MIIC Il, cuHapom XaHTepa) —
pefKoe HacneacTBeHHOe 3aboneBaHWe W3 rpynnbl JK30-
COMHbIX GONEe3HEeN HaKomnneHus, obyCcnoB/iEHHOE HedocTa-
TOYHOCTbIO MAaypoHaT-2-cynbdaTasbl. dednumnt depmeHTa
NPUBOAUT K HAKOMNEHMWIO B JIM30COMaXxX MMMKO3aMUHOIMK-
KaHoB (FAl) — renapaHcynbdata M aepmartaHcynbda-
Ta — C nocnefyowmnm HapyleHnem oGyHKLUOHMPOBaHHKS
W rnéenbto Knetok [1]. Tun HacnegoBaHUsg — X-CLEMNSIEHHbIN
(Xq28) peueccuBHbin. MIC |l sBngeTca reHeTUYECKN retepo-
reHHblM 3aboneBaHneM. W XOTs reHoTUn-beHOTUMUYECKUX
Koppensiuunm He OnucaHo, NMOKa3aHOo, YTO MPOTSKEHHblEe
feneuun v QynavMkaLmMu CanmtoB CrnjaMCuHra Moryt npuBo-
OUTb K Pa3BUTUIO TSXKENON Gopmbl 60n1e3HHM [1].

PacnpoctpaHeHHOCTb MyKonosincaxapuao3oB COCTaBns-
eT npnénnautenbHo 1:25000 HoBOpOXKAEHHbIX [2], MIC Il —
no oaHWM AaHHbIM, 0,30-0,71 Ha 100 000 K1BbIX HOBOPOXK-
AeHHbIX [2], no gpyrum — 0,38-1,09 Ha 100000 »uBbIX
HOBOPOX/AEHHbIX Manb4yMKOB [2, 3]. B eBponenckux ctpaHax
3a6onesaemoctb MIC | 1 MIC lll Bbiwe, yem MIIC I [4],
a B HOxHow Kopee n AnoHun cnyvyan MIMC |l coctaBnstoT
6onee yem 50% Bcex cnyvyaeB 3aboneBaHus [3].

KnuHnyeckne npossneHnsa MIIC |l pa3Hoo6Gpa3HbI
W 3aTparMBaloT NpPaKTUYECKW BCe OpraHbl U TKaHW. bo-
ne3Hb MaHudecTupyeT B MepBble oAbl XWU3HW YacTbiMu
pecnupaTopHbiIMU UMHPEKLMAMU, OTUTaMK, GPOHXUTAMMH,
rpbixXamu. [danee npoucxoauT orpybneHue 4yept nuua,
dopmupyetca rypaeponogobHbin peHoTun. B 6onee crap-
lWeM BO3pacTe BO3HUKAOT TYroyxoCTb, TYrONOABWXKHOCTb
CyCTaBOB, KOHTPAKTYpPbl KPYMHbIX U MEJIKUX CYCTaBOB, pas-
BMBAIOTCA HELOCTaTOYHOCTb WM/WUNN CTEHO3 MUTPaNbHOro
W aopTanbHOro KfaanaHoB, KapauomMuonaTtus, 06CTPYKTUB-
Hble 3abo0seBaHua [AblXaTeNbHbIX NyTEW, renatocnfeHo-
Meranus [5, 6].

PaznuuyatoT HenmponaTMyecKyto (TSKeNnyt) U HeHenpo-
naTUM4EeCKy0 (OTHOCUTENIbHO NErKyto, 6e3 NnopaKeHus LeH-
TpanbHOM HepBHOW cuctembl (LHC)) dopmbl 3a6oneBaHums.
Mo paHHbIM R. Froissart u coaBT., HeHenWponaTU4YeCcKum
deHoTMn nmeet mecto y 40% nauumeHtoB ¢ MIC Il [7].
Mpn Henponatvyeckon ¢opme BO3pacT Havyana 3abosne-
BaHUa — 1-3-N rogbl W3HW. Y NauMeHToB Habnwga-
10T 3aJEePKKY MCUXOPEYEBOro pasBUTUS C MOCNeayoL UM
perpeccoM HaBbIKOB, HapylleHWe KOOPAWHAaLUK ABUKEHUN,
U3MeHSEeTCH NoBeAeHne, JETU CTAHOBATCA arpeCcCUBHbLIMMU.
Hanee nopaxeHune LLHC nporpeccupyet, pa3suBaloTcs cna-
CTUYECKMN TeTpanapes, nceBfobynbbapHble HapylweHus,
CyOPOXKHbIN CUHAPOM, KOMMNPECCHS WENHOro OTAeNa CNUH-
HOro mo3ra. ¥ 4acTu nauueHToB AMarHoCTUPYOT ruapoue-
danuio. bonbHble NOrM6aloT Ha BTOPOM AECATUIIETUN UBHU
OT OCJ/IOXXHEHUM CO CTOPOHbI CEPAEYHO-COCYLUCTOM CUCTe-
Mbl Ha ¢oHe nporpeccupytowero noparxervunsa LLHC [7, 8].
KnnuHnyeckue npusaHaku npu HeHenponatuyeckon popme,
KaK npaBwuio, MaHMPECTUPYIOT B 6oee No3aHeM BO3pacTe
(c 5 net n ctapuwe). XapaKTepHO OTCYTCTBME MPOrpeccupy-
towero nopaxenua LUHC, cepbe3HbIX KOTHUTUBHbBIX U MOBE-
[LeHYeCKMX HapylweHui [8]. B ¢BS3KM C 3TUM Yy NaLMEHTOB,
UMELWMX MUHUMaASIbHble NOBEAEeHYECKUE U KOTHUTUBHbIE
HapyleHns, cHavyana BepudULMpPYIOT HEHENpONaTUYeCKyto
dopmy 3ab60neBaHNS, 1M NLLIb NO MEPEe NPOrpeccMpoBaHms
3ab0neBaHns CTaHOBMUTCH SCHbIM, YTO MaALMEHTbl UMEIOT
Taxenyto dpopmy MIMC I [9].

KIMHUYECKHUE NPUMEPDI

KnuHuyeckuint npumep N2 1

Manb4uk A., 14 net. lpn NOCTynneHun poauTenu npeab-
ABNSANN }aNoObl Ha arpecCUBHOCTb B MOBELEHUM pebeHKa.

AHaMHe3 60/1e3HU

B Bospacte 1,5 net negnatpoMm Mo MECTY XWUTeNbCTBa
yCcTaHOBJ/IeHa renatomeranusa 6e3 HapylweHWs camMoyyB-
CTBMS; B BUOXMMUYECKOM aHann3e KposBu — 6e3 NaTonoruu.
PekomeHaoOBaHO AMHamMWyeckoe HabniogeHue. Y4uTbiBas
OTArOWEHHbIN ceMenHbi aHamHes (MIC Il y gaam manbyum-
Ka No MaTepUHCKOW NMHMMK), B BO3pacTe pebeHKa 2 roga
8 MecC poauTeNnn caMoCTOATENIbHO 06PaTUINCL AJ1 KOHCY/b-
TalMK K reHeTuky. NNomrMmMo renatomeranuu, Bpay oTMETUI
YyacTble OTWUTbl, PUHUTBI, CHUKEHUE CNyXa, IMOLMOHANbHYIO
NabuibHOCTb, CBOEHPABHOCTb U GEHOTUNUYECKME OCOBEH-
HOCTM: LIMPOKYIO 3anaBlUyl0 NEPEHOCHLYY, TErKUI 3MMKaHT,
NMOMHble TyObl, MYNMOYHYIO TPbIXKY, GOMbLWON XUBOT, yme-
PEHHYIO TYronoABWMMKHOCTb B CycTaBax KOHLEeBbIx danaHr
Kucten pyk. MNpu nabopaTtopHOM o6CnefoBaHUKN BbIBIEHO
CHUXEHWe aKTMBHOCTM uaypoHaTtcynbdatasbl (0,42 HMONb
4-MU/mr 6enka/4 4; Hopma > 17), NOBbIWEHNE 3KCKpe-
umn TAI ¢ moyon o 26 Mr/MMOSb KpeaTuHWHa (HopmMa —
4o 13 mr/mmonb KpeatuHuHa). [MpoBeaeHo MoneKynsp-
HO-reHeTu4yeckoe ob6cnefoBaHue: B reHe IDS o6HapyxeH
naToreHHbI BapuaHT ¢.697A>G (p.Arg233Gly) B remusu-
FOTHOM COCTOSIHUM. Manb4yuKy ycTaHOBNEH AnarHo3 «MyKo-
nonucaxapungos Il Tuna (6onesHb XaHTepa)» (puc. 1).

NS KOMMNAEKCHOro o6¢cneaoBaHus U MHULKALKMK Tepa-
nuu B Bo3pacTe 4 neT 2 Mec NauMeHT Obl rOCAUTaNU3npo-
BaH B defepanbHbii KIMHUYECKUIK LeHTp. lNpu noctynne-
HUW Yy MafibY4nKa OTMeYanacb IMOLMOHaNbHasA NabuUnbHOCTb.
MNoBeaeHue agexkBaTHoe. B 6bITy 1 BO BpEMEHW OPUEHTUPO-

Puc. 1. Manbuunk A. (KnuHnyeckuin npumep N2 1), Bo3dpact 2 roga 5 mec
Fig. 1. Boy A. (clinical case N2 1), age of 2 years 5 months

UcTouHuK: Bawakmaase H.[. n coaBt., 2021.
Source: Vashakmadze N.D. et al., 2021.
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KnuHunyeckKoe Ha6noaeHue E Clinical Observation

BaH. COH CMOKOWMHbIN. MIHTEpecbl M HaBbIKM ChHOpMUPOBaA-
Hbl COOTBETCTBEHHO BO3pacTy. Peub dpasoBasi, CloBapHbIn
3anac Hebonblwon. BHMMaHue HeycTonunBoe. MHTEeNNeKT —
Bo3pacTHag HopMma. 1o BHYTPEHHUM opraHam obpaliano
Ha ce6f BHMMaHue yBefiMyeHue MevyeHn Ha 2 cM OT Kpas
pebepHon ayru. M3-3a 4acTbix pecnuMpaTtopHbix 3aboseBa-
HUM MPOKOHCYNLTUPOBAH OTONIAPUHIONOIOM; AMArHOCTUPO-
BaHbl ajeHouabl 2-W CTENeHU, peuuauBupylolne OTUTHI.
Mo gaHHbIM axoKapauorpadum (AxoKrl): MMKcomaTo3 CTBO-
POK MWTPaNbHOrO KnanaHa, peryprutaums Ha MUTpanbHOM
(1-2-1 cTeneHW) u aopTanbHOM KnanaHax (1-# cTenexw).
Mo paHHbIM Y3W opraHoB 6pIOLIHOM MONOCTU: renaTtocnie-
HoMeranusa. Ho4yHoM KapauMopecnupaTopHbii MOHWUTOPUHT
BbISIBU CUHAPOM OOGCTPYKTMBHOIMO anHO3 CHa JIerkon cre-
neHu. No gaHHbiM MPT ronoBHOro Mo3ra 1 WenHoro otaena
NO3BOHOYHUKA: KapTUHA NPEUMYLLECTBEHHO NEPUBEHTPUKY-
NIAPHbIX 04aroBbIX M3MeHeHWW 6enoro BellecTBa 60MbLINX
nosiylapum, BeposiTHee BCero, pe3nayanbHoro reHesa; anod-
$y3Hble MHOXECTBEHHbIE paclMPeEHHbIe NepuBaCcKyNspHble
NPOCTPaHCTBA; WeWHbIM 0TAeN NO3BOHOYHMKA — HapylweHue
CTaTUKK B BUAE TEHAEHLMMU K K03y Ha ypoBHe C3—C, C yme-
PEHHbIM Cy)X€HWEM nepefHero ypanbHOro npoctpaHcTsa.
B octanbHoM MPT-KapTuHa 6e3 natonoruun. Havata pepmeH-
To3amecTuTenbHasa Tepanusa (P3T) naypcynbdal3on B go3e
0,5 Mr/Kr macchbl Tena exxeHefenbHo. Yepes 8 mec Ha poHe
®3T y pebeHKa HOPMann30BaNnCb pasMepbl MeYeHn 1 cene-
3€HKW, KOHTPaKTypbl B KUCTAX CTalM MEHEE BblparKeH-
HbIMW, BO3pOcCna [ABurate/sbHasi aKTMBHOCTb, CMSAMYUINCH
4yepTbl MUA, ynydlimMnach pedyeBas GyHKUMSA, a yepe3 1 roa
npu nNpoBeAeHWN HOYHOIro KapAnopecrnupaTopHOro MOHMU-
TOPUHIa He 6biNn OOHapPYXKeHbl U AblXxaTeslbHble HapyLeHUs.
ManbyumK nepectan 60/1€Tb pecnupaTopHbIMU 3ab60NeBaHUS-
MW, oTuTaMu. KoHueHTpauusa Al B Moye HopmanvM3oBanach
(9 Mr/mMMoOnb KpeaTuHUHA).

Puc. 2. Manbyuk A. (KnuHudeckuin npumep N2 1), Bodpact 14 net
(4epe3 10 net nocne crapta P 3T)
Fig. 2. Boy A. (clinical case N2 1), age of 14 years

UcTouHuK: Bawakmapgse H.[. u coaBT., 2021.
Source: Vashakmadze N.D. et al., 2021.

AHaMHe3 XU3HU

Pe6eHoK OT 2-1 6epeMeHHOCTH (1-9 — MeaULMHCKUIA
abopT), NpoTeKaBLlwen Ha GOHE CYOKIIMHUYECKOIO MMMOTH-
peo3a, N1erkoro TOKCMKo3a B | TpumecTpe, pecnupaTopHoOm
MHOEKUMN Ha 5-n u 18- Hep rectaumu. lepsble one-
paTuBHble poAbl nNpoBefeHbl Ha 40-k Hep BBUAY cnabo-
CTW POAOBOW [EATENbHOCTU, OLIeHKa no wkKane APGAR —
5/6/7 6annoB. Macca Tena npu poxaeHun — 3452 T,
anMHa — 50 CM, OKPYXKHOCTb rofioBbl — 34 CM, OKPY»K-
HOCTb rpyau — 33 cMm. M3-3a cuHApOMa AblxaTenbHbIX
paccTpoOMCTB NepeBefeH Ha 2-M 3Tan BbIXarKUBaHUS, rae
npoBoAMAM o6CNefOoBaHME W NEeYEeHUEe Ha MNPOTAKEHUM
2 Hed. Manb4yuK BbiNMCaH ¢ gMarHo3oM «[lepuHaTtanbHoe
nopaxeHune LUIHC runokcuyeckn-TpaBMaTM4eCKOro reHesa,
paHHUI BOCCTAHOBUTENbHbLIM nepuof. LlepebpanbHas uwe-
MUS 2-I CTENEHU, TMNEPTEH3NOHHbIM CUHAPOM, HaTanbHas
TpaBMa LWENHOro oTaefna NO3BOHOYHMKA: BEPXHUIW BSA/bIN
napanapes. BHyTpuyTpo6Has WMHPEKLMA HEyTOYHEHHOW
3TUONOT UM,

Mocne BbINUCKX Manb4yuK pa3BuBascs nNo Bo3pacty. Ha-
6ntoganca y Hesponora no nosogy MOCNAEACTBUM MepUHa-
TanbHOro nopaxkenus LHC.

lNepeHeceHHble 3abofnieBaHUsA: B paHHEM Bo3pacTe
YyacTble pecnunpaTopHble 3a60/eBaHUS, OTUTbI; BETPSIHas ocna
B Bo3pacTe 11 neT. [IpMBUT B COOTBETCTBMU C HaumoHanbHbIM
KaneHngapem npodunakTUYeCKUX NpMBUBOK.

B Bo3pacTte 13 net — nepeniom Horu.

du3uKanbHasa AUarHOCTHKa

B Bo3pacte 14 net poct — 172 cm, Bec — 64 Kr,
nHaeKc macchl Tena (MMT) — 22 kr/m2. CocTosiHUE pe6eH-
Ka 1M caMOo4yBCTBUE He cTpajaloT. He nuxopaauT. AKTUBEH.
KoxHble NOKPOBbI CMyrble, YucTble. KaTtapalbHblX fBfe-
HUWA HeT. YMepeHHoe orpaHuYyeHne NOABUMKHOCTU B flyde-
3ansCTHbIX, NJeYeBbIX M KOMEHHbIX cycTaBax. [bixaHue
WyMHoe. HocoBoe AbixaHne He 3aTpygHeHo. B nerkux
[AblXaHWe BEe3WKyNapHOe, MPOBOAWUTCH PaBHOMEPHO MO
BCEM MONAM, XPUNOB HeT. YacToTa AblxaHUd — 18/MuH.
O6nacTtb cepiua BU3yanbHO He n3MeHeHa. [paHuLbl OTHO-
CUTENbHON CepaeyHow TymocTM B HopMme. ToHbl cepaua
3BYYHblE, PUTMUYHbIE, HEWHTEHCWBHbIN AWACTONUYECKUNI
LUYM Ha OCHOBaHuK cepaua. AptepunanbHoe aasneHue (AL)
Ha pykax — 110/70 mm pt. cT., HCC — 70 ya/mMuH. XKusort
MATKUIN, 6€360/1e3HEHHbIV. [TedeHb Y Kpas peGepHon ayru.
CeneseHKa He nanbnupyetca. PU3NoNOrMyeckne oTnpas-
NleHns B Hopme (puc. 2).

JlabopaTopHbie ucciaegoBaHusi

KnuHMyYecknn aHanmMa KpoBW, OGMOXMMMYECKUM aHanu3
KpOBW, 0OLIMA aHann3 MO4YM, Koarynorpamma 6e3 nartoso-
rMyYecKkmnx nameHeHun. KonueHtpaumsa NT-proBNP HaxoauTcs
B nNpeaenax pepepeHCcHbIX 3Ha4YEHUN.

HUHcTpymeHTanbHoe o6cnegoBaHne

O9KI. 4CC — 60-68 ya./MuH. UnTepsansl RR = 1,0-0,88;
P =80 mc, PR (PQ) = 151 mc, QRS = 102 mc, QT = 388 wmc,
QTc = 397. HopManbHOe MNOSIOXKEHWE 3/IEKTPUYECKON OCH
cepaua (30C). Jlerkast cuHycoBas 6paanaputMmms. HenonHas
610Kaaa NpaBon HOXKM Nny4vka [Mca. B opTocTase — CUHYcCO-
BbIt pUTM, yBennyeHne YCC Ha 68% (M36bITOYHOE), HapyLle-
HWEe penonspu3aLnm MMoKapaa Xenyao4KoB.



XontepoBcKkoe MoHuTOpupoBaHue IKI. B gHeBHOe Bpe-
MSi JOMUHUPYET cuHycoBbIM putM, HCC B npeaenax Bo3pacT-
HOW HOpPMbI. B HOUYHOE Bpems — He3HauyuTeNbHas CuHycoBas
6paanKapans. 3apeructpupoBaHbl 2 OAMHOYHbIE MOHO-
MOP®HbIE KEeNyAoYKOBbIE€ 3KCTPACUCTONbl U 5 OAMHOYHbIX
CynpaBEeHTPUKYNAPHbIX 3KCTpacucTon. B nepuog cHa 3aperu-
CTpuMpoBaHo 16 nay3 puTMa, MakcMmanbHas NPOAOSIKUTENb-
HocTbio — 1420 mc (Hopma — o 1300 mMc) 3a cHeT apuTMnu
Ha GoHe MUrpaLmMK BOAUTENS pUTMa.

CyTo4Hoe MoHnTopupoBaHme ALl. B aHEBHOE BpeMs BbisiB-
NleHa nabunbHas cUCTONMYECKas M cTabuibHaa Anactonunye-
CKas apTepuanbHas rMnoTeH3us. B gHeBHOe Bpems cpefHee
cuctonuyeckoe Al (CAL) B npeaenax HopMmbl (113 MM pT. CT.),
cpeaHee amactonunyeckoe A (JAL) — CHWMKEHO (63 MM PT. CT.).
B HoyHoe Bpemsi cpegHme CAL v JAL B Hopme (106/59 MM pT. CT.).
B nHeBHOe BpeMsi MOBbIWEH WHAEKC BPEMEHU TMMNOTEH3UM
CAL v OAL (38 n 56% COOTBETCTBEHHO), B HOYHOE Bpems
NOBbILIEH MHAEKC BpemeHu runepteH3nn CAL (20%). Makcu-
MasnbHoe nosbieHne AL — o 138/63 MM pPT. CT., MUHUMab-
Hoe cHukeHue Al — 0o 90/44 mm pT. CT.

OxoKTI. Situs solitus. CTBOPKM aopTasbHOro KianaHa
YTOJLLEHbI, MPONanc KpaeBow 30Hbl HEKOPOHAPHOW CTBOPKMU,
HeaoCTaTOYHOCTb 2-M cTeneHn. CTBOPKM MUTPaNbHOro Kna-
naHa yTosiLLeHbl, He4OCTAaTOYHOCTb 1-M CTENEHM.

MPT no3BOHOYHMKA. JIEBOCTOPOHHUI CKOMMO3 FPyAHOro
oTaena No3BOHOYHUKA, NIEBOCTOPOHHMUI CKOMMO3 MOSICHWY-
HOro 0TAe/1la MO3BOHOYHMKA, YMEPEHHO BblparKeHHas aedop-
Mauus Ten NO3BOHKOB LWENHOro oTaena.

Y3 6prowwHoM nonoctu, novyex. bes natonoruu.

Tect 6-MuHYTHOM X0Ab6bI. Mpowen 471 m. OcTaHOBOK
1 }anob BoO BpeMs NpoBeaeHUs Tecta He 6bl/10. AQeKBaTHbIN
npupoct YCC, Al 6e3 nameHeHnn. BocctaHoBneHMe napa-
MEeTpOoB 6bICTpOE.

KoHcynbTaymm cneynannctoB (0¢TaibMO0r, OTONapPUH-
roJsior, HeBPOMNaTo/10r): NaTONOrMK HE BbISIBNEHO.

KnnHn4yecknii gnarHos

Mykononucaxapuao3 Il HeHerponatuyeckoro tuna. He-
[OCTaTOYHOCTb aopTalbHOro KnanaHa 2-n crenexHn. OK
no Ross — 0. KoHTpaKTypbl B Jy4e3anscTHbIX, Mie4YyeBbixX
N KONEHHbIX CycTaBax.

AnHamuKa n ncxogbl 3a60s1eBaHUA

Ha ¢oHe gnutenbHoro nevyexHuns naypcynbdasomn (npena-
paT nonyyaet B TedyeHue 10 ner) oTMevaeTcs BblparkeHHas
NONOXWUTENbHAA AMHAMUKa: Malib4UK He oTcTaeT B GuU3u-
YECKOM U WHTENNEeKTyanbHOM pa3BUTUM, He GoneeT pecnu-
paTopHbIMK 3ab0neBaHUAMU, HET renatocrnjieHOMeranuu,
naTonorua KapanoBacKyNsapHOM CUCTEMbI He Mporpeccupy-
eT. 3aperncTtpmMpoBaHO ymepeHHoe orpaHuyeHne obbema
OBVMXEHUN B BEPXHUX W HUIKHUX KOHeYHocTsX. loceujaer
obuieobpas3oBaTenbHylO LWKOMY, y4MTCca xopolwo. B nocnen-
HWe 4 roga 3aHnmaetca ¢yT60/10M B CMOPTUBHOW CEKLMMU.

KnuHuuyeckuit npumep N2 2
Manb4uk K., 5 net 7 Mmec. AKTUBHbIX }afi06 HeT, NoCTynui
419 NNaHOBOKW AUCNaHCepU3aLn.

AHaMHe3 60/1€3HU
YynuTbiBasi OTArOWEHHbIM cemenHbin aHamHe3 (MIC |l
y cTapliero 6pata v gsamM no MaTePUHCKON IMHUK), MallbuYnK

B BO3pacTte 3 mec 6bin 06Cnef0oBaH C y4aCcTMEM reHeTuKa
Ha HanuMyne HacneacTBeHHOro 3aboneBaHuss. OGHapyXeHo
CHWXXEHWE aKTUBHOCTU MaypoHat-2-cynbdaTtasbl (0,32 HMOSb
4-MU/mr 6enka/4 4; Hopma > 17). [lo JaHHbIM Mone-
KYNsipHO-reHeTUYeCcKoro uccnegosaHua B reHe IDS o6Ha-
pY}KEH NaTofiorMyeckuin BapuaHt ¢.697A>G (p.Arg233Gly)
B reMW3UTOTHOM COCTOSIHWMU. YCTaHOBJIEH AuarHo3 «MyKo-
nonucaxapunaos Il Tunan.

lNocne noctaHOBKM AguarHo3a B Bo3pacTe 6 mec 6bin
rocnutTann3uMpoBaH ans obcneaoBaHmns U MHUUMaumnn P3T.
Macca Ttena npu noctynnedun — 9,1 Kr, aAnmHa — 70 cwm,
OKPYXHOCTb ronoBbl — 46 cM. [oNoBy yaepxuBaeT, camo-
CTOATENbHO He caguTcs. Jlerkoe orpybneHve 4ept nuua:
MaKpoLedanus, yMePEeHHO BblpaxKeHHble HAaA6POBHbIE AyrK.
Buanmble cnmanctble 060M104KHM YUCTbIE. 3€B, MUHAANUHBI —
po3oBble. KoCcTHas cucTeMa: BbipameHHbIX KOCTHbIX aedop-
MaLuun HeT. [IBUXKEeHUs B cycTaBax He OrpaHW4eHbl, coxpa-
HeHbl B MONHOM o6beme, 6e360/e3HeHHble. [levyeHb npwu
nanbnaunmM MArkoanacTM4eCcKom KOHcUcTeHuun, + 1,5 cm
OT Kpasi pebepHon ayru. o octanbHbiM opraHam — 6e3
ocobeHHocTen. o gaHHbIM Y3W 6GpIOWHON MOAOCTU MpwU-
3HaKM ymMepeHHOW renaTomeranunu, AudPy3HOro napeHxu-
MaTo3HOro npotecca B neyeHu. Mpu npoBegeHnn IxoKI
YCTaQHOB/IEHO YTO/LWEHNE CTBOPOK MUTPANIbHOrO KnanaHa
n peryprutaumnsa 1-v cteneHu. NpoBeaeHo KOMYECTBEHHOE
ncecnegosaHve cogepxanua Al B moye — 18 mMr/mMmonb
KpeaTuHWHa (Hopma — A0 25 Mr/MMOSb KpeaTUHUHA).

AHaMHe3 XU3HU

Pe6eHoK oT 5-i 6epeMeHHOCTU (1-9 — MeaULIMHCKUA
abopTt, 2-9 — Mallb4yMK, B HacToslllee Bpems B Bo3pac-
Te 14 net, 6oneet MIIC Il, 3-9 n 4-9a — «3ameplume»
6epeMeHHOCTH), OT 2-X poaoB. bepeMeHHOCTb NpoTeKkana
Ha doHe npeanexaHns nnaueHTbl, pecnMpaTtopHoOn MHOEK-
UMK Ha 32-i Hep recTauun. Poabl onepaTnBHble Ha 39-1 Hefx
(npeablaylwas 6epeMeHHOCTb 3aKoHYUIach onepaTMBHbLIMM
poaamu). 3aKpuyan cpasy, Macca Tena npu poxaeHum —
3220 r, aamHa — 50 cm, oueHka no wkane APGAR —
8/9 6annoB. PaHHee pa3BuTME — rOSIOBY AEPXKUT ¢ 1 Mec,
rynut ¢ 1 mec, nepeBopaynBaeTcs ¢ 6 mec, caguTcs ¢ 7 Mec,
XOAMT ¢ 1 rofia KM3HMU.

MepeHeceHHble 3a60neBaHKA: BETpsiHasa ocna B 2 roaa.

dusnKanbHas fUarHocTMKa

O6uiee cocTositHME NpW MOCTYMN/IEHWM YOOBETBOPMU-
TenbHoe. Temnepatypa Ttena — 36,5°C, Al Ha pykax —
90/60 mm pT. cT., HCC — 90 ya/muH, annHa tena — 110 cm,
macca — 18 kr, UMT — 15 Kr/m=2.

CocTtosiHne pebeHKa yaoBneTsopuTenbHoe. CaMmovyBCTBUE
He cTpagaeT. AKTuBeH. lNosntueeH. He nuxopaaut. KoxKHble
MOKPOBbI YNCTblE, 6/1€IHO-PO30BbIE, YMEPEHHOW BNAXKHOCTH.
KaTapanbHbix aBNEHWUI HET. HOCOBOE AblXxaHWe He 3aTpyaHe-
HO. B nerkux ibixaHve nysapunbHoe, NPoBOAUTCS PAaBHOMEPHO
no Bcem nonam, Xxpunos HeT. O6nacTb cephua BU3yanbHO
He M3MeHeHa. [paHuLbl OTHOCUTENbHOW CepaedYHOn TYnocTu
He pacwmrpeHbl. TOHbI cepaLa PUTMUYHbIE, 3BYYHbIE, CUCTONN-
YECKMI WYyM C XopAabHbIM OTTEHKOM B/10/1b JIEBOrO Kpas rpy-
AWHbI. }KMBOT MArKKM, 4OCTYNEH rNy6oKOM Nanbnalmu Bo BCEX
oTaenax, 6e360/1e3HeHHbIN. ledYeHb y Kpas pebepHon ayru.
dusnonormyeckne otnpaBieHnss B HopMme. KOrHMTUBHbIE
@YHKLMKN coXpaHeHbl B MOHOM 06beMe.
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KnuHunyeckKoe Ha6noaeHue E Clinical Observation

JlabopaTopHbie uccaegoBaHusi

KnuHnyecknn aHanna KpoBu, 06K aHanM3 MOYu, 61o-
XMMWYECKMI aHann3 KpPoBK, Koarynorpamma — 6e3 natosno-
rMYecKknx nameHeHun. Coaeprkanme NT-proBNP B npegenax
pedepeHCHbIX 3HaYEHUN.

UHCcTpyMeHTanbHble HccnefoBaHUs

I9KI. 4CC — 60-100 yn/mMuH. UHTepBansl RR = 1,00-0,60;
P =80 mc, PR (PQ) = 116 mc, QRS = 80 mc, QT = 357 Mmc,
QTc = 396. BeptukanbHoe nonoxeHne 30C. CuHycoBas
apuTMus, ymepeHHas 6paguvkapava Ha doHe Murpaumu
BOAMTENS pUTMa M3 CMHYCOBOIO y3/la B MMOKapA NnpaBoro
npeacepans. HenonHas 610Kaja npaBon HOXKKM NyyKa M1ca.
B optoctaze — perynsipHbii CUHYCOBbLIA PUTM, YBENUYEHWE
4YCC Ha 38%.

OxoKrI. Situs solitus. CTBOPKM MUTPanbHOro KianaHa
HEe3HauYUTENbHO YTONLWEHbI, MUHUMa/lbHas HEAOCTATOYHOCTb.
OcTtanbHble KnanaHbl He U3MeHeHbl. [obanbHas M peruno-
HapHas cuUCToNnYeckrne GyHKUUKU NIEBOTO U NPaBOro eny-
[IOYKOB coxpaHeHbl. HacocHaa byHKLMA cepala He HapyLle-
Ha. [leperopoaKn He U3MEHEHbI, MHTaKTHbl. MaructpasnbHble
apTepun He UBMEHEHDI.

Y3U 6prowHon nonoctu, rnoyek. Natonornn He obHa-
PYEHO.

Tect 6-MuHYTHOM X04b6bI. MNpowen 474 M. Yacto BO Bpe-
MS TecTa nepexoamnn Ha 6er (B Hayane), OCTaHOBOK M anob
BO Bpemsl NpoBeaeHns Tecta He 6bino. Mpupoct HCC — 50%
(M36bITOYHbBIN), NpupocT AL — ageKkBaTHbIN. BoccTaHoBNEHME
napametpoB YCC n ALl — 6bicTpoe (MEHEE 2 MUH).

KoHcynbtauymm cneuymnannctoB. OCMOTPEeH odTanbmoso-
roM, HEBPOMNaTo/oroM, OTONapuHrosiorom. llatonorun He
BbISIB/IEHO.

Puc. 3. Manbuuk A. (KnHnyeckuin npumep N2 3), Bo3pacTt 9 mec
Fig. 3. Boy A. (clinical case N2 3), age of 9 months

UcTouHuK: Bawakmapgse H.[. u coaBT., 2021.
Source: Vashakmadze N.D. et al., 2021.

KnuHnyeckuni gnarHos

Mykononucaxapugos |l HeHerponatuyeckoro tuna. He-
[I0CTATO4YHOCTb MUTpanbHOro KnanaHa O-1-i ctenenn. ®K
no Ross — 0.

AnHamuKa n ncxogbl 3a6osieBaHns

PaHHAs agnarHoctMka 3aboneBaHUs U CBOEBPEMEH-
HO (B 6-MecA4HOM BO3pacTe) Hayatas Tepanus MNpuBeu
K xopolwemy pesynbraty. Manb4yuMK npaxkTUYecKu 340pPOB.
duanyeckoe U KOrHUTUBHOE pa3BUTME COOTBETCTBYET BO3-
pacTy. YepTbl AMLUA HE U3MEHEHbI, MO BHYTPEHHUM OpraHam
natonorun Het. ocelaeT AeTCKOe AOWKOMIbHOE yyYperae-
HWe obLwero npoduns.

KnuHuuyeckum npumep N2 3

ManbuuK A., 6 neT 4 mec. NpeabaBnaeT Kanobbl Ha yTOM-
NEeMOCTb MpY PUINYECKOW Harpy3Ke, orpaHUYeHne aBUKe-
HW B cycTaBaXx, paccesiHHOe BHUMaHWe, CHUXKEHWE NamMsATH.

AHamMHe3 60/1e3HHU

B Bospacte 9 mec npu naaHOBOM OCMOTpPE HeBposor
3anoA03pua 3afePKKY MOTOPHOro pasBuTUA. ManbyuK He
caguics, U CO CNOB MaMbl OTMEYasCs «XpycT» B CyCTaBax.
B BospacTte 1 roga 1 mec pebeHOK 6bln rocnuTanmanpo-
BaH B cCreLuanM3vpoBaHHOE HEBPOSOrMYEecKoe OTAeNeHue
ans peabunutaumu. Mpy NOCTYyNNEHUN B KIIMHUKY 06patuim
Ha ce65 BHUMaHWe MArKWe raprofionfHble 4epTobl nua, Tyro-
NOABUKHOCTb B CycTaBax KMCTEN PYK W KONEHHbIX CycTaBax,
Manb4yuK He XOAWST CaMOCTOATENbHO. [Py MHCTPYMEHTaNbHOM
06cneaoBaHMU 06HapYKEeHbl renatocnaeHoMeranus, yBeu-
YeHne pa3MepoB MoyeK. MNPOKOHCYLTUPOBaAH OTON@PUHIO-
JIOrOM B CBSI3M C MOBTOPHbIMW OTUTaMW, AUArHOCTMPOBAHbI
ageHonibl 1-i CTeNEHU u TYyroyxocTtb. [pn npoBefeHumn cny-
XOBbIX BbI3BaHHbIX NOTEHLManNoB y pebGeHKka ¢ o06enx CTo-
POH onpefensinncb 3amegeHne nNpoBeaeHUs Ha CTBOIOBOM
ypoBHe. OdTanbmonor onpeaenun runepmeTponuyecKui
acturmatnam. Mo gaHHbiM IXOKIT — MUHUManbHas perypru-
Tauusa Ha MUTPaSbHOM KnanaHe U yMepeHHasa peryprutauus
Ha TpUKycnuaanbHoOM KnanaHe. MNpu nposegeHun MPT ronos-
HOrO MO3ra W LWEeWHOro oTAena MO3BOHOYHUKA BbISIBEHbI
MUHUMaNbHbIE CYXEHMS MO3BOHOYHOrO KaHana Ha ypoBHe
KpaHnoBepTe6pasbHOro nepexofa M Ha ypoBHe C;-C,.
3anopo3peH MIIC. Mpn nabopaTopHOM MCCnefoBaHUK yCTa-
HOB/IEHO CHWXEHWEe aKTUBHOCTU uAaypoHaT-2-cynbdartasbl
(0,38 Hmonb 4-MU/mMr 6enka/4 4; Hopma > 17). Mpu mone-
KYNSIpPHO-reHeTUYEeCKOM nccnefoBaHum B reHe IDS BbisiBe-
Ha paHee oOMuCaHHas NaToreHHas HyKneoTMaHas 3aMeHa
¢.253G>A (p.Ala85Thr) B reMU3nroTHOM COCTOSAHUN. Pe6eHKy
nocraeneH guarHos «Mykononucaxapugos, tun I (puc. 3).

B Bo3pacTe 1 roga 6 mec (4epe3 5 mec nocne ycTaHoB-
NIeHNs aMarHosa) no *KM3HEHHbIM MOKa3aHWAM Ha3Ha4veHa
Tepanua npenapatom wuaypcynbdasa B Aosze 0,5 Mr/Kr.
MepeHocMmocTb Npenapata xopouas (puc. 4).

AHaMHe3 XU3HU

M3BecTHO, YTO pebeHoK OT 2- 6epeMeHHocTH (0T 1-1 Ge-
peMeHHOCTU MajbyuK B Bo3pacte 15 net — 340poB), nNpo-
TeKaBlen Ha POHe yrposbl NpepbiBaHWs, pPecnupaTopHOM
MHbeKuUmn Bo Il TpuMecTpe, OT 2-X NpeaeBPEMEHHbIX camo-
CTOATENbHbIX PoAoB Ha 35-36-1 Hen rectauuun. pu pox-
neHun macca Tena — 2550 r, anvHa — 51 cm. OueHKa



Puc. 4. Manbyuk A. (KnnHndeckuin npumep N2 3), Bo3pact
1 roa 6 mec (nepBoe BBeaeHWe uaypcynbdasbl)

Fig. 4. Boy A. (clinical case N2 3), age of 1 year 6 months
(first idursulfase administration)

McTouHuK: Bawakmaase H.[. v coaBT., 2021.
Source: Vashakmadze N.D. et al., 2021.

no wkane APGAR — 7/8 6annoB. llocne poxaeHus cocTo-
SHME YXYAWWNOCb 3a CYET BHYTPUYTPOGHOM MHEBMOHWMH,
Haxoaunca Ha MBJT B TeyeHue 23 cyT, 3aTeM NepeBeaeH
Ha 2-# aTan BbixaxWBaHus, rae Habnoganca oo 1,5-mecsy-
HOro Bo3pacTa. PaHHee MOTOpHOE pas3BWTUE: rONIOBY Aep-
XUT ¢ 3 Mec, cnuauT ¢ 9 mec, Havan xoamtb ¢ 1 roga 3 mec.
PeuyeBoe passutue: B 1 roa cnosapHbi 3anac — 5-8 cnos,
¢ 1,5 net nepectan pasroBapmBaTb, 3aTEM BOCCTAHOB/EHNE
W pa3BuUTME peyn ¢ Bo3pacTa 3 neT (4epesd 1,5 roga nocne
nHUumaumn P3T). HacneacTtBEHHOCTb MO 6ONE3HAM HaKo-
NNEHUS He OTAroLeHa.

lNepeHeceHHble 3ab0/ieBaHUA: YacTble pecrnupaTopHble
MHDEKLMK, peunamBupyoWne OTUTbl B paHHEM BoO3pacTe,
GPOHXMT, MMKOMNa3MeHHas NMHEBMOHMSA. BaKunHaumsa npo-
BOAMUTCS B COOTBETCTBMM C HauuoOHanbHbIM KaneHgapem
NPOdUNAKTUYECKUX NPUBUBOK.

ANNepronornyeckmMin aHaMHes: MHCEKTHasa anneprus.

dusnKanbHas gMarHocTMKa

MpK nocTynneHun B cTauMoHap B Bo3pacTe 6 neT 4 mec:
Temnepatypa Tena — 36,6°C, pocT — 124 cMm, BeC — 24 Kr.

KokHble NOKPOBblI 6/1€4HO-PO30BbLIE, YMEPEHHOW BRa-
HOCTH, CbiNK HeT. CnnaucTble 060/104KKM PO30BbIE, YUCTbIE,
BNlaXHble. 3eB HE TMNEPEMMPOBaH, MUHAANNHBI HE yBENUYe-
Hbl, 6€3 HaNoXKeHUN. [TOAKOXKHO-KUPOBOW C/ION Pa3BUT yme-
PEHHO, pacnpeaeneH paBHOMEPHO. YMepPEHHOE orpaHuye-
HUE ABUXKEHWI B NEYEBbIX, JIOKTEBbIX, KOJEHHbIX CycTaBax,

MbILIEYHbIA TOHYC MOBbIWEH B BEPXHUX U HUMKHUX KOHEY-
HOCTSX, AedopmMaLns rpyaHon KneTku. Msarkue raprosovg-
Hble YepTbl NMua. blxaHne Yyepe3 HOC CBO6OAHOE, YacToTa
Abixanna — 20/MuH. O6e NOoNOBMHbI TPYLAHON KIETKU paB-
HOMEPHO y4acTBYIOT B aKTe AblxaHus. NepKyTopHbIA 3BYK
Hag NeroYHbIMMU NOMAMMU ACHBIN NeroYHbIn. AyCKynbTaTUBHO
B JIEMKMX AblXaHWe BE3UKYNSpHOE, MPOBOAUTCS CUMMETPUY-
HO MO BCEM MOASM, XpUMbl He BbicaywwuBatoTcs. O6nacTb
cepiua He M3MeHeHa. [paHuLbl OTHOCWUTENbHOW cepaey-
HOM TYNOCTM HaxoAaTcs B npegenax BO3PACTHOM HOPMBbI.
ToHbI cepAala 3BY4Hble, PUTMUYHbIE, BbICNYLIMBAETCS CUCTO-
NIMYECKMIN LYM Ha BepXyWwKe, He UppaguMupyeT, HEeCKONb-
Ko ocnabeBaeT B nonoxeHun ctod. HCC — 60 ya/muH,
AL Ha pykax — 100/60 MM pT. CT. ANNETUT XOPOLUUK.
CTyn He HapyuweH. A3blK BAaxHbIn. }KMBOT Npu nanbnauyuu
MAFKWIN, 6e360Ne3HEeHHbIN, AOCTyneH rnyboKon nanbna-
LMK BO Bcex otgenax. [levyeHb u ceneseHKa He yBenuye-
Hbl. Mo4yenonoBasi cucTemMa pasBUTa MO MYMKCKOMY THNY.
MouyewncnyckaHne cBob6oaHoe. PU3NOSIOrMYECKMe OTMNpaB-
NeHUs1 KOHTponMpyeT. Co3HaHWe icHOe, Ha OCMOTP pearupy-
€T afleKBaTHO, KOHTaKTeH (puc. 5).

Puc. 5. ManbuuK A. (KnMHu4eckuin npumep N2 3), Bo3pacT 6 net
(4epes 4,5 roga nocne Havyana GepmMeHTO3aMeCTUTENIbHOM Tepanunu)
Fig. 5. Boy A. (clinical case N2 3), age of 6 years (4,5 years after
enzyme replacement therapy initiation)

UcTouHuK: Bawakmaase H.[. n coaBt., 2021.
Source: Vashakmadze N.D. et al., 2021.
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HUHcTpymeHTanbHbIe uccnezoBaHnus

PeHTreHorpamma opraHoB rpyHON KETKU, KapauoTopa-
KanbHbI MHaekc = 0,46.

OKI. YCC — 57-72 ya/MWH, pUTM CUHYCOBbIN, 3MM30/bl
Bblpa)eHHOW OpaavKapauu, HernofnHaa 610Kajga npaBow
HOXKM ny4yKa lmca.

9xoKI. MuHMManbHOe KpaeBoe YMNJIOTHEHWE CTBOPOK
aopTasibHOro Knanaxa.

XontepoBckoe MoHUTOpupoBaHue IKI. PUTM CUHYCOBbIN
C 9MM304amMu MUrpaLun BoaMTENS pUTMaA, HOYbIO — Bpagu-
Kapausa, 3aperucTpMpoBaHo 5 nay3 putMma, npesblliatoumx
BO3paCTHYl0O HOPMY (MakcuMasbHag — 1362 Mmc).

Y3W opraHoB 6proLwHoM noaoctn. MNpuaHakn andPy3HbIX
U3MEHEHWIN NapPEHXMMbl MEYEHU U NOAKENYAOUYHOM Kenesbl.

TecT KOPOTKONIATEHTHbIX C/lyXOBbIX BbI3BaHHbIX MOTEH-
umnanos (KCBIM). C uenblo WUCKIOYEHWUS CEHCOHeBpalb-
HOW TYroyxocTn pebBeHKy 6bliM NpoBeAeHbl perncrpaums
KCBIM — V nuK perucrpupyercs npu MHTEHCUBHOCTU CTU-
myna 60 gb HIMC (aeunben OTHOCUTENIbHO HOPMasbHOro
nopora cnbllWKMMOCTH) ¢ 06emnx CTOPOoH, permctpaums ASSR
(cTaumMoHapHble CNyxoBble NOTeHUManbl) — MNOPOru 3BY-
KOBOCMPUATUSA COOTBETCTBYIOT TYrOoyxoCTWU 2-N CTEMEHM.
YcTaHoBNeH AunarHos «HenpoceHcopHas noTeps chnyxa
[OBYCTOPOHHASA». PeKoMeHAoBaHbl GuMHaypanbHOE Clyxo-
npoTesnpoBaHre LUMOPOBLIMKU MHOFOKaHalbHbIMKU MOLL-
HbIMW C/YXOBbIMW annapatamMu, W3roTOBAEHWE YLIHbIX
BKNagbllen, KOHCyNnbTauusa cypgonegarora Wnun pedye-
Bas ayauoMmeTpus AN OLEHKM afeKBaTHOCTM HacTpou-
KW CNYyXOBbIX annapatoB M KOHTPO/Ab OCTPOThbI ciayxa
1 pa3 B 6 mec.

MPT ros10BHOro mMo3ra v LWenHOro otgesa no3BOHOYHUKA.
MP-KapTuHa ymMepeHHOW MNepPUBEHTPUKYNSPHON NenKona-
TUK, TUNONNa3na YepBsa MO3XKeYKa, paclumpeHme 60MbLIon
LIMCTEPHBbI, K1cTa anndusa. MpusHaku cmeleHns C,—C, K3a-
an ¢ dopMmUpoBaHUEM LWIENHOro Kndosla.

KoHcynbtauyms ogpranbmosnora. OU runepmerponus cna-
6GON CTEeNneHn aHW30METPOrNUYeCcKas, rmnepmMeTpornmnyecKun
acTUrmaTmam.

B cBs3n »kanobamu Ha paccesiHHoe BHUMaHWe U CHU-
EHWe MNamsATU PEeKOMEHAOBaHbl 3aHATUA ¢ AedeKTono-
rOM, HEWPONCUXOSIOFOM W BbINOJHEHUE pPEKOMeHAauun
cypaonora.

KnnHnyeckmi gnarHo3s

MyKkononucaxapuaos Il Tuna (cuHapom XaHTepa), HEHEW-
ponaTuyecKkuin Tun. MMKcomaTo3 CTBOPOK aopTaibHOMo Kna-
naHa. HewnpoceHcopHaa noteps crnyxa ABYCTOpoHHas. OU
rmnepmeTponua cnabon cTeneHn aHM30METponMyecKas,
rMnepmeTponuyeckMn acturmatuam. KoHTpakTypa nnede-
BbIX, JIOKTEBbIX, KOJIEHHbIX CycTaBOB. BopoHKoOGpa3Has
nedbopmaums rpyaHom KIeTKu.

AnHamuKa n ucxogbl 3a6os1eBaHus

MepBble KIMHUYECKNE CUMNTOMbI 3a60NneBaHnsa y Masib-
YMKa NoSBUIUCL B paHHEM Bo3pacTe. B gebiote 3aboneBa-
HUS, MOMWMO 3aAEPKKU MOTOPHOrO Pa3BUTUSA, CHUMKEHUS
cnyxa, TYronofBUXHOCTU B cycTaBax, Habnwoganu perpecc
KOFHUTUBHbIX GYHKUMI, 3a 1 Mec Ao Havana 3T manbuuk
nepectan pasroBapuBaTtb. OgHaKo Ha ¢GOHe NaToreHeTU-
YeCKoW Tepanuu pedyeBOe pas3BWTHE B HacTosilee Bpems
HaxoauTcs B npeaeniax BO3pacTHOM HOPMbI.

OBCYXAEHME

Bce onucaHHble Bbille nauueHTbl UMEeloT HeHerponaTuye-
ckuit Tn MIMC. OgHO M3 NepBbIX UCCNeA0BaHUM TaKMX NaLm-
€HTOB, onybnnKkoBaHHoe B 1982 r., npuHaanexmr 1.D. Young
n PS. Harper [10]. KnMHM4YecKkne npu3Haku MsaArkon op-
mMbl MIC Il 661 onucaxbl y 31 nauneHTta. CpeaHuin BO3-
pacT Ha MOMEHT Ha4Yana 3aboneBaHua coctaBun 4,3 roga,
Ha MOMEHT cmepTn — 21,7 roga. Y Kaxaoro naumeHTa 6biim
3adurKcHMpoBaHbl 60MbLUAsA ronosBa U HU3KUKM pocT. [ynoYyHble
M NaxoBble rpbiXKn 6bl/M 3aperncTpnpoBaHbl B 95 n 61% cny-
YyaeB, NaToNOrMa KapAuMoBaCKY/ISPHOM CUCTEMbl — camas
yactas npuyuMHa netanbHoro ucxoga — B 91% cnyyaes.
B TeyeHne nepBbix 15 NeT }M3HM NaTONOrMs MUTPasbHOro
WKW aopTaNbHOrO KnanaHoB 6bina BbiiBieHa 6onee 4em
y MOMOBMHbI MauueHToB. Briocneacteuu coctosiHWe cep-
[€4YHO-COCYANCTON CUCTEMbI YXyAWanocb, MPUCOELUHANOCH
rnopaeHve MUoKapaa, aHAoKapa U KOPOHapPHbIX apTepUi.
TaKKe BCe NauMeHTbl CTpaganu OT YacTbiX MHPEKLIMN BEpX-
HUX M HWXKHUX OblXaTenbHblX nyTen. Ocobyto onacHOCTb npes-
CTaBNSNM OOCTPYKLUMWU CPedHWX AblXxaTenbHblX NyTen. bbina
OTMeYeHa BbICOKas pacnpoCcTpaHeHHOCTb CEHCOHEBPaJIbHON
rnyxoTbl [10]. U3MeHeHna coMaTU4eCKOro cratyca M OTCyT-
CTBME KOMHUTUBHbIX HapyLleHWI Gblin aHanorMyHbl TaKOBbIM
y NaLUMEHTOB, OMMUCAHHbIX HAMM.

E.G. Shapiro 1 coaBT. NOKasanu, 4To NaLMEHTbI C HEHEN-
ponaTtuyeckon Gopmon MIC |l nMeT NpakTUYecKn Hop-
MallbHble WHTeNINeKTyallbHble CNOCOGHOCTU M NoKasartenu
namsaTn. BmecTte ¢ TeM y HUX MOTYT OblTb AMarHOCTUPOBa-
Hbl Npo6nemMbl C BHUMaHuem. B OCHOBHOM OHW CBSi3aHbl
C TSXKECTbl0O COMATUYECKOro COCTOsiHMS. HapylweHus BHU-
MaHus, KaK NpaBuI0, yMEHbLUAOTCA C BO3PacTOM, OAHAKO
no mepe B3POCNEHNS BO3HMKAET YyBCTBO HEMOMHOLEHHO-
CTU U TPEBOXHOCTL [9]. C TaKoM e Npo61eMON CTONKHYNUCH
poauTENN MU HaWMx NauneHToB. HapylweHWio KOHLeHTpaLmm
BHMMaHUSA CNoco6CTBOBaAsa U TYyroyxoCTb, ONMUCaHHasA B KIK-
Hu4yeckom npumepe N2 3. CnegyeT OTMETUTb, YTO Yy MNauu-
€HTOB C HOPMasibHbIM WHTENJIEKTOM MOFYyT OTMe4aTbCs
HEBPONOrMYECKNE HapyLIEHWUS: KapnaibHblA TYHHENbHbIN
CUHAPOM, KOMMpeccuUsi CMMHHOro mosra. Hanuuue paH-
HOW CUMMNTOMaTUKXU MOXET BCTpevaTbCs y NalUWeHTOB KaK
C HEHENpPOMNAaTUYECKOM, TaK U C HernponaTuyeckon popmamm
3aboneBanus [11].

H.Y. Lin n coaBT. npoBenu MaclwTabHoe uccnegoBaHue
KNTMHUYECKUX XapaKTEPUCTUK W BbIXKMBAEMOCTU OONbHbIX
Cc pas3nuyHbiMn TMNamu MIC B TavBaHe [12]. B nepwvop
¢ 1985 no 2019 r. 6bI10 3aperucTpupoBaHo 175 nauu-
eHTtoB ¢ MIIC, cpegHMi BO3pacT MOCTAHOBKM AMarHosa
coctaBun 3,9 roga. M3 Hux naumeHtbl ¢ MIC Il cocta-
Bunn 45%, cpegHuin BO3pacT YCTAHOBMEHMA AuMarHo3a —
3,8 roga. B pesynbrate uccnefoBaHus 6bl10 NOKa3aHo, YTO
BbIXXMBAEMOCTb MaLMEHTOB C HenpornaTtuieckon ¢opmon
MIC Il HMXKe, YeM nauueHToB 6e3 KOMHUTUBHbLIX Hapylle-
HUM (13,1 n 18,2 roga COOTBETCTBEHHO), YTO cornacyercs
C paHee ONy6MMKOBaHHbIMKM AaHHbiMK [12-14]. BmecTte
C TeM OXuaaemas NPOAOIKMUTENIbHOCTb XU3HW MaUMEHTOB
¢ MIC Il ysenunynnack B nepmog ¢ 1985 no 2019 r. npumMepHo
Ha 13 neT, U 3TO yBeNWYeHWe MPOUCXOAMNIO MOCTEMNEHHO,
nocrnie BHeAPEHUS B KIMHUYECKYIO npakTuky P3T [12]. Bece
BbllWEONUCaHHOE YKa3blBaeT Ha BaXHOCTb pPaHHEN AuarHo-
CTUKKM 3aboneBaHus, 0COBGEHHO B Cly4yasx HeHenponaTuye-
cKkon dopmbl MIIC II.



P.P. Chakraborty u coaBT. npeactaBuau ciay4ya nosaHen
[NarHoCTUKM HeHenponatmyeckon dopmbl MIC Il Tuna.
Y 7-neTHero manb4vKa, POAUBLIErocs B HEPOACTBEHHOM 6pa-
Ke, 6bl10 3aPUKCMPOBAHO HapylweHWe MOXoAKW. Poautenn
pebeHKa ob6paTunch K Bpayy ¢ anobamu pebeHka Ha 60/b
B Ta300e4peHHbIX CycTaBax M Nporpeccupyloliee Hapylle-
HME MOXOAKM Ha NPOTSKEHUU nocnegHux 2 net [15]. PaHHee
pa3BuTME ManbyMKa 6bin0 HopMasnbHbIM. lpu obcnegoBa-
HUW BbIBNEH HU3KUK pocT (SDS = -2,3). BHumaHue Bpa-
Yyen NPUBNEKIN NYNOYHasa rpbixa, NaHCUCTONIUMYECKUN LIYM
Ha MUTpaNibHOM K/anaHe W HapylleHre NoxoaKu. Y pebeHka
He BbISIBASAINCb MOMYTHEHWE POroBULbI M OpraHoMeranus.
Mpn nabopatopHom o6cnegoBaHn B GUOXMMUYECKOM aHa-
NIn3e KpoBM — 6€3 NaToN0rM4eCKnX n3MeHeHum. o gaHHbIM
WHCTPYMEHTaNbHbIX MCCNef0BaHWUI YCTaHOBNEHA YMEPEH-
Has MuTpanbHas peryprutaumns. Npu peHTreHONOorM4ecKoMm
uccnefoBaHMM AMarHOCTUpOBaHbl BecnoobpasHasa aedop-
Mauusa pebep, gedopmauus Ten NO3BOHKOB, AMCMAACTMY-
Hble BEPTAYKHble BMaAuHbl, TOYeYHble NATOYHbIE KOCTMU.
OH3MMOAMArHOCTUKA BbiiBUIA PE3KOE CHUXKEHUE aKTUBHO-
CTW naypoHaT-2-cynbdartasbl. Pe6eHKy Obl1 MocTaBneH guar-
HO3 «MyKononucaxapugos, tun Ib». B 7-netHem Bo3pacte
KOTHUTWBHbIN AePULIUT HE BbISIBNEH.

®3T npu MIC Il — 3710 perynsipHoe BBeAeHWE FeHHOo-
WMHXEHEPHbIX GEPMEHTOB C LENbl0 KOMMEHCaLUUU OTCyT-
CTBMSI B OpraHuMamMe HopMaibHO GYHKLUWMOHUPYIOLWEN
naypoHaTt-2-cynbdatasbl [4]. K HacToslWweMy BpeMeHMU
npoBeLeHO 6ONbWOEe YUCNO UCCNefOoBaHUM MO U3y4e-
HUO adpdekTnBHOCTM DP3T NpU Ha3Ha4YeHUU B paHHEM
Bo3pacte. TaK, Hanpumep, PETPOCMEKTUBHbLIA aHanu3
pe3ynbTaToB nevyeHns GUAMANUHCKKMX NnaumeHToB (n = 40),
BKJ/TIOYEHHbIX B PEECTP JIM30COMHbIX 60/M1€3HEN HaKonne-
HMUSA ¢ AHBapsa 1999 no pekabpb 2019 r., noKasan, 4To
y nauuneHToB, nonydaBwmx 3T ¢ 2017 . (N = 8; U3 HUX
4 naumeHtTa — C MeLNEHHO MPOrpeccupyioLiuM TeYeHu-
eM 601e3Hu), Habnwhannucb yBennyeHme poCTo-BECOBbIX
noKasaTenen, yMeHblUeHMe pa3MepoB NEYEHU U CeneseH-
KW, ynyylleHne MOABMKHOCTM CycTaBOB, cTabunausauus
COCTOSIHUSI KapAMOBACKYNSPHOW M AblxaTeNbHOW CUCTEMBI
[16]. CpefHui BO3pacT Ha MOMEHT NOCTaHOBKK AMarHosa
cocTaBnsan 6,9 roga, a cpeaHui Bo3pacT Havana P3T —
14 net [16]. T. Okuyama u coaBT. NPOBENN KIMHUYECKOE
ncecnegoBaHue, B KOTOPOM MpuHanu ydactne 10 B3poc-
NbIX NaLMEeHTOB MYMCKOro rojla ¢ HeHenponaTtuyecKom
MeaneHHo nporpeccupytowen ¢opmorn MMC Il B Bo3pac-
Te oT 21 o 53 net [17]. UM npoBOANNIN eXKeHedeNbHble
BHYTpUBEHHbIE UHDY3UK 0,5 Mr/Kr naypcynbdasbl Ha nNpo-
TeHnn 12 mec. Yke B TedyeHue nepBbiXx 3 Mec feveHus
NPOM30LWAN ObICTPOE CHUMKEHME WM HOPManuM3auus IKC-
Kpeunn FTAT ¢ Mo4on. Kpome TOro, 0TMEYEHO yMeHbLUEHWE
pa3mMepoB MeYEHU U CeNe3eHKWU, KOTOPOE COXPaHSI0Ch
Ha BCEM MPOTAXKEHUM UCCNIEAOBAHUSA, YNYHLIMINCL NOKa3a-
Tenu Tecta ¢ 6-MUHYTHOM X0Ab60M, GOPCUPOBAHHANA KU3-
HEHHas eMKOCTb Nerkux, MHAEKC Macchbl IEBOrO Kenynoy-
Ka (-12,4%), yBenuuuncsa ob6bemM OBUKEHUN B HEKOTOPbIX
cyctaBax — o1 8,1 go 9,0 rpagycoB. ®paKuus BbiGpoca
M COCTOSIHWE KNlanaHoB cepALa He MU3MEHWIIUCH, HO OCTaBa-
NUCb cTabunbHbiMU. Maypcynbdasa XopoLwo nepeHocunach
naumMeHTamu, MHPY3MOHHbIE PEaKLIUK (Halle BCEro KOXHble
NPosIBNIEHUS, KOTOPble He TpeboBanu Bpa4yebHOro BMeLwa-
TenbCTBa) 3apernctpupoBaHbl y 50% nauuneHToB.

®3T y nauuneHToB ¢ MIC Il B Poccrm npoBoauTes ¢ KOHUA
2008 1. Mbl naydanu apbeKTMBHOCTb Tepanun y 55 nauneH-
TOB MYCKOrO nosia B Bo3pacTe 0T 2 Mec A0 18 neT ¢ auarHo-
3om MIC Il [18]. CpeaHui Bo3pacT Havana 3T ana naymeH-
ToB ¢ MIC Il coctaBun 6 net 5 mec, Npu 3TOM AnarHo3 6bin
yCTaHOB/IEH B cpeaHeM B Bo3pacTe 3 neT 9 mec. lMepepbiBbl
B Jle4eHnn 6bln 3adUKCMpOBaHbl NpPUBAM3UTENbHO Y 20%
60nbHbIX. MpKU OTCYTCTBUM CneundUYecKoro NeYeHns B Teve-
Hue oT 1 Ao 6 Mec y BCex NaLMEHTOB OTMeYanoch yxyalleHue
COCTOSIHUSI B BME HapYLIEHWI CHa, YTOMISEeMOCTHU U cnabo-
CTW, HapyLIEeHUs MOXOAKM, yTpaTbl ABUraTeNbHbIX HaBbIKOB,
yTpaTbl peyn 1 nosisneHus ncesnobynbb6apHOro cuHapoma.
Takas peaKkuusi Ha BPEMEHHbIN MepepbiB B NE€YEHUU Tak-
e AoKa3sblBaeT aPpdEKTUBHOCTb Tepanuun naypcynbdason.
B pa6oTe 6bI10 OTMEYEHO, YTO PaHHEE HaYaso NevyeHns npe-
napatom uaypcynbdasa npegynpexjano passutue u/wvnu
3amMeansano nporpeccupoBaHne U3MEHEHWM CO CTOPOHbI
CEepPAEYHO-COCYANCTON W AblXxaTeNbHOM CUCTEM, MNOBbIWANO
BbIHOCMBOCTb NauMeHToB [18].

Mo HaweMy MHeHuto, paboTa ¢ NauMeHTamu, UMeIoLLK-
MW HeHenponatuyeckyio dopmy MIIC I, nomMmo npose-
aerHns ®3T 1 oueHKM comaTU4ecKon GYHKLMKW OpraHu3ma
C NepuonyHocTbio 1 pa3 B 6 Mec, o693aTelbHO JOMKHa
BKOYaTb perynspHble KOHCyNbTauuu Henponcuxosnora,
aedeKTonora, HamnpaB/i€HHble Ha pa3BUTUE KOHLEHTpa-
UMK U NEPEKIOYEHNS BHUMAHUSA, pa3BUTUE MOHATUMHOIO
MbILLIEHMS, CNOCOBHOCTHM K IorM4yeckomMy 0606LLEeHMIO, pas-
BUTME MNEPLENTUBHbLIX U aHANUTUKO-CUHTETUHECKUX CMO-
COBGHOCTEN, pa3BUTUE BOCMPUATUS U 3PUTENBHO-MOTOPHOMN
KOOpAMHALMKU C LieNblo COXPaHEHNUS KOTHUTUBHbIX GYHKLMA
opraHuama.

3AK/TIOMEHUE

3anofo3puTb HEHEMPOMATMYECKYIO MeASIEHHO Mnporpec-
cupytowyto dopmy MIC Il MOXKHO NpU HannyuK y NaumneHTa
peuUnanBUPYIOLLMX MaxoBbIX W MYMOYHbIX TPbIX, HWU3KOro
pocTa, TYrornoABUMXHOCTU U KOHTPaKTYp CycTaBOB 6e3 Nnpu-
3HAKOB BOCMalieHMs, YacTblX pecrnupaTtopHbIX MHOEKLUUN,
renaTtocrnjeHoMeraamm, MnopaXeHus KianaHoB cepjua.
B paHHeM Bo3pacTe He Bcerja npeactaBnieTcsd BO3MOXKHOM
npaBunbHas OLEHKa CTEMNEHN TAXKECTU KIMHUYECKON KapTu-
Hbl 3a60/1eBaHKA. [TOCKONbKY Y Y1EHOB CEMbU MOIYT BCTpe-
YaTbCs KIMHMYECKUE NPU3HAaKKU, xapaktepHble ang MIIC I,
c60p CEMENHOro aHamMmHe3a ABASIETCS Ba)KHbIM AN PaHHEen
[AVMAarHOCTMKM W OLEHKM MpOorHo3a 3aboneBaHus. PaHHee
Ha3HayeHne P3T y nauneHToB C HEHeponaTU4yecKon dop-
Mov MIC Il NpMBOAUT K 3HAYUTENIBHOMY YNYYLIEHUIO Kade-
CTBa XW3HU NauueHTa.

WHO®OPMUPOBAHHOE COIIACUE

Poautenb cnbcoB (KnMHuyeckune cnydam N2 1 v 2) panu
MHbOpPMUpOBaHHOe AOOPOBOMIbLHOE corflacMe Ha nybsvKa-
unn dotorpadum geten (ot 11 aHBapsa 2021 r.). AHanornyHoe
cornacue nosy4eHo 1 oT caMoro nauueHTta A. (KMMHUYeCKUmn
npumep N2 1). Poautenu TpeTbero pebeHKa TakKe cornacu-
NMcb Ha nybnavkauumio doTtorpadum cBoero cbiHa (cornacue
oT 11 aHuBapsa 2021 r.). doTtorpadun npeaocTtaBneHbl poau-
TEeNAMMU, MO UX XKe Npocbbe BbINONHEHO PETYLIMPOBaHUE
rnas. Cornacue ot pogutenen noay4eHo Yepes MecceHaxep.
Pogutenn geten v naymeHT N2 1 03HAaKOMJIEHbI C coAepKa-
HUEM PYKOMUCH.
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KnuHunyeckKoe Ha6noaeHue

INFORMED CONSENT

Sibs’ parents (clinical cases N2 1 and 2) have given
voluntary informed consent on publication of children photos
(signed on January 11, 2021). The same consent was
received from the patient A. (clinical case N2 1). Third child
parents have also given consent on publication of their
son’s photos (signed on January 11, 2021). Photos were
provided by parents; at their request, retouching of the
eyes was performed. Consents from parents was obtained
via messenger. Children parents and patient N¢ 1 were
acquainted with the manuscript.
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