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Mykononucaxapugod (MIIC), tmn IVA (cnHapom MOPKMO) — Hac/neAcTBEHHas IM30COMHasi 60/1€3Hb HaKOIMIEeHUSs, Bbi3BaHHas
aepuuymtom N-aLeTuarnoKo3aMUH-6-cyibgaTtHom cynbgatasbl. Jeduuynt 3Toro pepmeHTa npuBoaMT K HaKOMIEHUIO crieLndu-
YECKMX [TIMKO3aMMHOITIMKAHOB — KepaTaHcy/bpaTta U XOHAPOUTUH-6-Cynbpata — MPenMylLieCTBEHHO B KOCTHOM M XPSLLEBOH
TKaHW, a TaKKe B cepfe4HO-CoCyANCTON U [bIXaTesIbHON CUCTEMaX, 3pUTE/IbHOM aHam3aTtope. [1pu poxaeHnn naymeHTsl ¢ MIIC IVA
BbIMISAST 30P0BbIMM, OJHAKO Y)KE C MEPBbIX JIET XM3HM MOSABSIOTCS XapaKTepHble AedopmaLimm no3BOHOYHMKA (KMPOCKOINO3),
KuneBuaHas rpyaHas KIeTka, pasboaTaHHOCTb 3ansCTUil CO CHMXEHMEM MbILLEYHOM CUbl M YTPATON MEJIKOW MOTOPHKM, Baslb-
rycHas aecpopmalmsi HUKHUX KOHeYHocTeN. OBHapY»KMBatOTCA NaTo/0rMYECKME M3MEHEHUS KapAMOBACKYISPHOM U [bIXaTe/lbHOM
CUCTEM, 3PUTEJILHOIO M C/TyXOBOIr0 aHaM3aTopoB. PaHHSs AnarHoCTMKa 3aboseBaHUs HeobxoamMma /15 CBOEBPEMEHHOIO Hadyana
epMeHTHO! 3amecTuTenbHoM Tepanun. OfHaKO PeaKOCTb 3a60/eBaHUsl U FeTePOreHHas KIMHUYECKas KapTnHa 3aTpyaHsoT
CBOEBPEMEHHYIO BepUpumKaLumio auarHosa. B pesynbtate naumeHTsl ¢ MIC IVA 4acTo CTaHOBSITCS TSXKE/bIMU UHBa/IMAAMU YIKE
B MOAPOCTKOBOM BO3pacTe. bosibHbIe ¢ TSKeNov GopMOoit npu OTCYTCTBUM IEYEHMS yMUPAKOT B Bo3pacTe A0 30 JIeT OT OC/IOKHEHMI
60/1€3HEN AbIXaTesIbHOM CUCTEMbI M/UIU NOPaXKEHNSI KNanaHHOro annapata cepaua M LWeAHOM M1esonaTum.

Knr4eBbie cnoBa: mykononucaxapmaos3 IVA tuna, cuHapom MopKuo, pepMeHTo3aMeCcTUTENbHas! Tepanms, IM30CoOMHas
60/1€3Hb HAKOIM/IEHUS], [IMKO3aMUHOI/IMKaHbI, KepaTaHcynbdart, N-aueTuaroKko3amuH-6-cynbpaTHas cynbgaTtasa, nomyTt-
HEeHWe PoroBuLibl, KOPOTKAas Lies
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Clinical Characteristics of a Patient
with Mucopolysaccharidosis Type IVA (Morquio Syndrome)

Mucopolysaccharidosis (MPS) type IVA (Morquio syndrome) is a hereditary lysosomal storage disease caused by deficiency of
N-acetylglucosamine-6-sulfate sulfatase. This enzyme deficiency leads to specific glycosaminoglycans (keratan sulfate and chondroitin-6-
sulfate) accumulation mainly in the bone and cartilage tissues, as well as in the cardiovascular, respiratory systems, and visual systems.
Patients with MPS IVA look healthy at birth, however, they develop typical spine deformities (kyphoscoliosis), pectus carinatum, wrists
hypermobility with decreased muscle strength and loss of fine motor skills, valgus deformation of lower limbs during the first years of
life. Pathological changes in cardiovascular and respiratory systems, visual and acoustic analyzers can be revealed. Early diagnosis of
the disease is crucial for timely initiation of enzyme replacement therapy. Thus, low incidence of the disease and its heterogeneous
clinical picture complicates diagnosis. Consequently, patients with MAS IVA often become severely disabled as early as adolescence.
Patients with severe form and without treatment die before the age of 30 due to complications of respiratory system diseases, valvular
heart apparatus involvement, and cervical myelopathy.
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BBEJAEHUE

Mykononucaxapuao3 (MIC), Tun IVA (CHH.: CIOHAWN03MK-
duzapHas gucnnasusg, xoHapoocteoanctpodus, aedopmupy-
tolwasn octeoxoHapoamcTpodus, Mopkno — bpenncdhopaa cuHAa-
pom, Mopkuo — Ynbpuxa cuHapoM, K-myKkononucaxapuaos,
3IKCLLEHTPOXOHAPONNa3us, cuHapom [yrse — Menxuopa —
KnayseHa) oTHocWTCA K rpynne /AM30COMHbIX 6Gone3Hen
HaKOMNEHUA U XapaKTEPU3YETCS ayTOCOMHO-PELLECCUBHBIM
TMnom HacnepoBanus. MIC IVA pa3BuBaeTcs BcneacTeue
n3meHeHu B reHe GALNS. [eH KapTMpPOBaH Ha XPOMOCOMe
16924.3, copepunt 14 3K30HOB M 13 MHTPOHOB, KOAMPYET
522 amuHokucnoThl [1]. B HacTosiwee BpeMsi 3aperncrpu-
poBaHo 6osiee 360 naToreHHbIXx BapuaHTOB reHa GALNS
[2, 3], KOoTOpble B FOMO3WIOTHOM WKW KOMMayHA-retepo-
3UrOTHOM COCTOSIHUM MPMBOASAT K CHWMMKEHUIO aKTUBHOCTU
N-aLeTunrnioKo3aMnH-6-cynbdaTtHon cynbdaTtasbl. B pesynb-
TaTe B Pas/iMYHbIX TKaHAX HaKamanBaloTCs MMUKO3aMUHOMINU-
KaHbl XOHAPOUTUH-6-cynbdaT U KepaTtaHcynbdart [4—6].

Bnepsble 3a6oneBaHune 6bi10 onncaHo B 1929 r. He3a-
BMCMMO APYr OT Apyra ABYMS Bpayamu — aHIIMNCKUM [OK-
TopoM [k.®. Bpenncdopaom u ypyrBancKum neavatpom
J1. Mopkwuo [7, 8]. MINC IVA — KpavHe pefKoe 3abosieBaHue,
yacTtoTa BcTpedaeMocTv oT 1 Ha 640 000 KUBOPOKAEHHbIX
neten B ABctpanuu A0 1 Ha 76 000 KMBOPOXKAEHHbIX AETEN
B CeBepHou MpnaHauu [9, 10].

K/IMHUYECKASAl KAPTUHA

Mpn poxaeHUn BHELHWE NpU3HaKu 3aboneBaHUs OTCyT-
CTBYIOT, OAHaKO npu Tsxenon ¢opme MIC IVA B HeoHaTanb-
HOM rnepuofe C NMOMOLLbID PEHTTEHONIOMMYECKOro Uccneno-
BaHWA MOTYT ObITb BbIIB/IEHbI NATONOMMYECKUE U3MEHEHUSA
No3BOHOYHMKA [6]. Mpu MIC IVA getv n B3pocsible UMEIOT
LUIMPOKUM CMEKTP KIMHUYECKUX NPOABIEHUI Pa3InYHOM CTe-
MEeHU TAXECTU U CKOPOCTU NMporpeccupoBaHus. B otanyme ot
apyrux ¢opm MIC, nHTenneKkTyanbHoe pa3BuTME NauUMEHTOB
¢ MIC IVA He HapyweHo [11].

GEHOTUN
MTIC IVA xapaKTepu13yeTcs HU3KUM POCTOM, TPEYroJibHON
dopmMor 1 rpybbiIMK YepTaMu Nnua, HaanMvymMeM MporHaTuu,

Puc. 1. dotorpadusa rpyaHoON KNEeTKM Manbynka A., Bo3pacT 7 fieT,
¢ MINC IVA
Fig. 1. Photo of the chest, boy A., 7 years old, MPS IVA

lMpumevarune. JedopmaLma rpyaHON KIIETKK, KOPOTKas Lwes.
UcTouHuK: Bawakmagse H.[., 2018.

Note. Chest deformity, short neck.

Source: Vashakmadze N.D., 2018.

NMOMYTHEHUS POrOBULbI, MAaKPOCTOMUU, LWMPOKUX MEK3YO-
HbIX MPOMEKYTKOB, CEPOBATLIM LBETOM 3Masu 3y60B, KOPOT-
KOW Leen, KOCTHbIMW WM3MEHEHWSMU B BWAE YbHapHOWM
OEeBUALIMK KUCTEN, YKOPOYEHHUs npeanneydmn, gedbopmaumen
rpyaHou Knetku (puc. 1) u ckeneta (puc. 2), runepmobusb-
HOCTbIO B MEJIKMX CycTaBax. B HEKOTOPbIX Cy4asix BHELIHWUA
BW[ NauueHTa He CTOJib XapaKTepHbln [3, 4]. Onpeaenexuve
Koppensauum mexay GeHoTunom 1 reHotunom npu MIC IVA
OCTaeTCsl CMOXHOW 3ajayen M3-3a BbICOKOW FeHEeTUHECKOM
reTeporeHHoCTH, BapnabenbHOCTM YPOBHSA KepaTaHcynbda-
Ta U XOHAPOUTKH-6-cynbdarTa [2, 12].

Puc. 2. PeHTreHorpadus no3BOHOYHMKa AeBOYKM M., Bo3pacT
3 roaa, ¢ MINC IVA
Fig. 2. Spine X-ray, girl M., 3 years old, MPS IVA

lpumedaHue. S-06pa3Hblit FPYAONOACHUYHBIN CKONMO3

1-2-11 cTeneHn. JlopLo3 NOSCHUYHOMO OTAENa NO3BOHOYHMKA.
[edopmaLmns 1 yMeHbLLEHWE pa3MepoB Ten NO3BOHKOB. BbicoTa
MEKMO3BOHOUYHBIX MPOCTPAHCTB HEpaBHOMepPHas. BoKoBas NPOEKLMs.
McTouHuK: Bawakmaase H.4. v coaBT., 2021.

Note. S-curve thoracolumbar scoliosis, grade 1-2. Lumbar spine
hypolordosis. Deformation and decrease of vertebral bodies size.
The disks spaces are uneven. Lateral view.

Source: Vashakmadze N.D. et al., 2021.



Puc. 3. PeHTreHorpadusi KofeHHbIX CycTaBoB ManbyuKa 1.,
BospacT 5 net, ¢ MIC IVA
Fig. 3. Knee X-ray, boy P, 5 years old, MPS IVA

i

lMpumeyvaHme. A — npsimas Nnpoekumns; b — 6okoBas NPoeKLMs.
MeTtadun3bl 6eapeHHbIX, 60/blebepLOBbIX U ManobepLOBbIX KOCTEN
nedopMUPOBaHbI, PacLUMpeEHbI, Kpasi 3a0CTPeHbI. 30HbI pocTa
paspbixieHbl B BUAE «A3bIKOB NAaMEHM», YIINIOTHEHbI, KOHTYPbI
HEPOBHbIE, HEYETKME, CKIePO3UPOBaHbl. ANUPKU3bl 6eJpPeHHbIX

1 60nbwebepLOBbIX KOcTen AedopMUpPOBaHbI, rMnonaa3MpoBaHsbl,
YNOLLEHbI, KOHTYPbl HEPOBHbIE, HEYETKUE, C YMEPEHHbLIM
Cy6XOHApaNbHbIM O0CTEOCKIeP030M. CycTaBHblE MOBEPXHOCTH
HEepOBHbIe, HEYETKME.

McToyHuK: Bawakmaase H.[. v coaBrT., 2021.

Note. A — frontal view; b — lateral view. Femur, tibia and fibula
metaphyses are deformed, enlarged, edges are sharpened. Growth
zones are changed in the form of “flame-like” lesions, compacted,
boundaries are uneven, indistinct, sclerosed. Femoral and tibial
epiphyses are deformed, hypoplastic, flattened, boundaries are
uneven, indistinct, with moderate subchondral osteosclerosis.
Articular surfaces uneven, indistinct.

Source: Vashakmadze N.D. et al., 2021.

Puc. 4. BepxHue KOHEYHOCTU ManibymKa H., Bo3pacTt 12 net, ¢ MIC IVA
Fig. 4. Upper limbs, boy N., 12 years old, MPS IVA

lMpnmeyvaHme. TMNEPMOBUIbHOCTb B KUCTAX PYK. MHOXECTBEHHbIE
nedbopmaLMm KOCTHO-CYCTaBHOMO annaparta BEPXHUX KOHEYHOCTEN.
McToyHuK: Bawakmaase H.A., 2018.

Note. Wrists hypermobility. Multiple deformities of osteoarticular
apparatus of the upper limbs.

Source: Vashakmadze N.D., 2018.

MATOJIOrUs ONOPHO-ABUIATE/IbHOW CUCTEMbI

MN3MeHeHns KOCTHO-CYCTaBHOro annapara fB/fTCS caMbl-
MU pacnpocTpaHeHHbiMK cumntomammu MIC IVA He3aBUCUMO
OT TAXECTU TeyeHusa 3aboneBaHnsd. Kndockonmos n Kunesua-
Hasa gedopmaLmMs rpyaHOM KNETKU C BECI006Pa3HbIM paclun-
peHvem pebep ABAAOTCA Hamubonee yacTbiMu (y oKono 45%
60NbHbIX) KIMHUYecKuMuU nposisieHnsamu MIC IVA (cMm. puc. 2)
[3, 13]. 3T1 3meHeHUs ycyrybnsatoTcs ¢ BO3pacToM. Y Kaxaoro
BTOPOro nalneHTa MMeeTCs 3aaepKKa pocTa. [etn ¢ MI1C IVA
pacTyT npuMepHo Ao 10 neT, 4acTo OTCYTCTBYET CKa4oK pocTta
BO BpeMs nybeprtaTtHoro nepuoga [14, 15].

XapaKTepHbIM KinHudyeckum nposisneHnem MIIC IVA aBns-
eTcs TaKXe nporpeccupyolas gebopmanms HUKHUX KOHeY-
HocTen (puc. 3), KoTopas Hepeako TpebyeT XMPYpPruyeckowm
KoppeKunu [16]. BanbrycHas gedopmaLuns HOr pa3BuMBaeTcs
y 45% 60nbHbIX, HapyleHue Noxoakn — y noytn 40% [3, 13].
Bo3moxeH noaBbiBMX/BblBUX 6eapa, @ BO3HWUKILWMI B CBA3KU
C 3TMM 60/1eBOM CUMHAPOM YyXe B MOAPOCTKOBOM BO3pacTte
MOXET NPUKOBaTb NaLWeHTa K UHBanngHoMy Kpecny [17].

XapaKtepHblM npuadHakoMm MIC IVA aBnserca runepmo-
OWNbHOCTb B FOIEHOCTOMHBIX M Jly4e3ansCTHbIX cycTaBax. [1pu
peHTreHorpadumn MoryT ObiTb BbISIBIEHbI PaCLUMPEHHbIE MeTa-
®U3bl, Cy)KeHue AUCTanbHOro OTAena JiydHeBOW U NOKTEBOM
KOCTEN, He3HauuTeNbHOe paclwupeHve anadusa nneveBon
Koctn. C BO3pacToM CTAHOBUTCH 3aMETHbIM YKOpPOYeHue
nneyeBbIX U MACTHbIX KOCTEW, panaHr nanbues [3] (CM. puc. 3;
puc. 4, 5). Kpome TOro, npu pentreHorpaduv moryt ObiTb
06Hapy»eHbl fedopmaLina Ta306e4pEHHbIX CYCTaBOB U HUX-
HUX KOHEYHOCTEN (puc. 6), pacluMpeHne KpblabeB NoAB3A0LL-
HbIX KOCTEW, CNOHAMN03NNGU3apHas aucnnasmvsa [16, 18].

Puc. 5. PeHTreHorpadums Kucten pyK y manb4ymka H., Bo3pact
15 ner, ¢ MIC IVA
Fig. 5. Hands X-ray, boy N., 15 years old, MPS IVA

lMprumeyvaHume. Y4acTKM paspexeHus ryéyaTtoro selecrtsa
(ocTeonopo3s). Annodursbl aedopMUPOBaHbI, YMEHbLLEHbI

B pa3mMepax, Kpas 3aocTpeHbl. Jebopmaunsg Metasanndunsos.
Onacdunsbl agedopmmrpoBaHbl U 3a0CTpeHbl. OTMevaeTcst
fedopMaLuns NACTHbIX KOCTEN M BCex panaHr: yKoOpo4eHsbl,
pacwupeHbl, ANMOU3bl NACTHLIX KOCTEN YNIOLWEHbI, KOHTYPbI
HepoBHble. KOCTHbIM Bo3pacT cootBeTcTBYET 13,2-13,5 rogam,
OTCTaET OT KaZleHAapHoro Ha 2 roaa.

UcTouHuK: Bawakmaase H.[. n coaBt., 2021.

Note. Areas of osteoporosis. Epiphyses are deformed, reduced in
size, edges are sharpened. Metaepiphysis deformation. Diaphyses
are deformed and sharpened. Deformation of metacarpal bones
and all phalanges is noted: shortened, enlarged, metacarpal bones
epiphyses are flattened, boundaries are uneven. Bone age
corresponds to 13.2-13.5 years, 2 years lag to calendar age.
Source: Vashakmadze N.D. et al., 2021.
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Puc. 6. Lndposas peHTreHorpadpus tazobeapeHHbIX CycTaBoB
Manbyiuka I., Bo3pact 5 net, ¢ MIMNC IVA
Fig. 6. Hip joints digital radiography, boy P, 5 years old, MPS IVA

lpumevaHue. PeHTreHonormyeckme npu3Haku coxa valga. BoelBuxum
Ta306epeHHbIX CYCTaBOB C ABYX CTOPOH. ucnna3us
Ta3o06epeHHbIX cycTaBoB. [ledopmauusi ronoBoK 6eipeHHbIX
KocTen. [Mpamas npoeKkuums.

McTouHuK: Bawakmaase H.A. n coaBT., 2021.

Note. Radiographic findings of coxa valga. Hip dislocation on both
sides. Hip dysplasia. Femoral head deformities. Frontal view.
Source: Vashakmadze N.D. et al., 2021.

NATONIOrUSl AbIXATE/IbHOW CUCTEMbI

Matonorua abixaTeslbHOM CUCTEMbI ABNAETCH BeyLLEN
NPUYNHOM 3a60/1€BAaEMOCTU U CMEPTHOCTU CPESMU NaLMEHTOB
¢ MIC IVA. C paHHero Bo3pacTta [IeTK YacTo 60netT pecnu-
paTopHbIMU UHOEKUMAMU. T1OCTENEHHO OTNIOXKEHWUE IMKO-
3aMUHOIMIMKaHOB, OCOGEHHOCTM CTPOEHUSA KOCTEW 4yepena,
NMO3BOHOYHMKA, FPYAHOM KNETKKU, HEOO/bLIOW POCT NPUBOAAT
K CYXEHUWIO U U3BUTOCTU AblXaTeNbHbIX NyTen, aedopmannu
Tpaxeu, Tpaxeob6pOHXOMansLUmMK, PECTPUKTUBHLIM U3MEHe-
HUAM. TlauneHT YacTo NPUHUMAET BbIHYXAEHHOE MOJIOXEHUE
«MPUHIOXMBAHUS» MPU CTUOAHUN LIEeN U BEPOSTHOM pa3BUTUMU
OKKJII03UK AblxaTenbHbix nyten [19, 20].

[po3HbiM ocnoxkHeHnem MIIC IVA aBnsetca cuHapom 06-
CTPYKTUBHOIO anHo3 cHa. CTPyKTypHble U3MEHEHUS Tpaxeu
B BMAE M3ObLITOYHOM WMIBWUIUCTOCTU W HEMPOXOLUMOCTH
06yCnoBEHbl HU3KMM POCTOM, KOPOTKOM Ween n agedopma-
LUMen rpyaHon KeTKku. Tpaxes HenponopLuoHanbHO AJIUH-
Hasg B OrpaHUM4eHHOM NPOCTPAHCTBE, YTO BJIEYET 3a CO60M
ee U3BUTOCTb U caaB/iMBaHue 6paxuoLedanbHON apTepu-
en [21]. BmecTe ¢ 3TUM B Tpaxee NPOUCXOAUT HaKOorMIeHne
rMUKO3aMUHOIIMKaAHOB, Bbi3blBalOLLEE CYXKEHUEe MpOocBeTa
Tpaxeu n 6poHxoB [21]. Bce aTM n3mMeHeHUs NpoBOLIMPYIOT
pasBuUTUE OOCTPYKLMN HUKHUX AblXaTENbHbIX MyTEN, HOYHO-
ro anHo3, nossrieHue xpana. MNpu TAKENOM TeHEHUN CUHA-
poma OGCTPYKTMBHOIO arnHo3 CHa pa3BMBAaETCH Jiero4yHas
runepteHsunsa [19, 20, 22]. B 3101 cBA3M HEOOXOAUMO OCY-
LWEeCTBAATb MOHUTOPUHI MPOXOAMMOCTU Tpaxeu, UCrnosib3ys
LN BU3yanu3auuun CYKEHUS AblxaTeSibHbIX NyTen KOMMblo-
TEepPHY0 ToMorpaduio CocyaoB, PeHTreHorpaduio 1 MarHuT-
HO-pe30HaHCHyl Tomorpaduio [21]. B Taxenbix crnyvasx
NMoKa3aHO MNpoBeLeHWe TPaxeoCTOMUKU AN KynupoBaHUA
06CTPYKLMK [bIXxaTenbHblX NyTen. Of4HaKo TpaxeocToMuyec-

Kasa TpyGKa MOXET NpensTcTBOBaTb NMPOXOXKAEHMIO BO3ayXa
yepes ropTaHb U Tpaxeto B IETKME, B CBA3K C YEM NaLMEHT
TepsieT Cnocob6HOCTb o6uWaTbCa C MOMOLbO peyn [21].
OnucaH ycnelHbl OnblT PEKOHCTPYKTMBHOW onepauuu Ha
Tpaxee y 10 nauumeHtoB ¢ MIC IVA: 6paxmouedanbHyto
apTepuio nepemMecTuanM BMNpaBO MO BOCXOAAWEN aopTe
TaK, 4To6bl OHa pacnonaranacb napaniefbHoO Tpaxee, a He
nepecexkana ee, 3atemM M36bITOYHAd 4YacTb Tpaxeu Oblnia
yAaaneHa, a KoHLbl coegnHeHbl. Bo Bcex cnydasax oTMeyeHa
NofIoXKMUTENbHAsA AMHAMMKa NoKasaTefnen pecnmpaTtopHoro
cTaTyca M, KaK cneactBue, NoBCEAHEBHOM KU3HeesATe b-
HocTM [21, 22].

MATOJIOrUs1 OPFAHOB 3PEHUA

Y 60nbHbIX ¢ MIC IVA passuBatoTca guddy3Hoe nomyT-
HEHWE POroBMUbl M HapylleHne pedpaKumnmn, B HaCTHOCTH
acTMrMaTuam, 6M30pPYKOCTb, AalbHO30PKOCTb. Y NauueH-
TOB MPOUCXOANT CHUXKEHME OCTPOTbl 3PEHUS U HapyLleHne
CBETOBOW YYBCTBMUTENbHOCTM. OnucaHbl ciyvyan KaTapak-
Tbl, FlAyKOMbl, PETUHONATUKU, OTEKA AWUCKa 3PUTENbHOro
HepBa [4, 6, 11].

MATOJIOUAl CIYXA

Y nauneHnTtoB ¢ MIC IVA cHMKeHWe cnyxa vauie obyc-
NIOBNEHO PELMAMBUPYIOLMMU MHOEKUMAMMU AblXaTeNbHbIX
nyTen, MNOBTOPHbIMW OTUTaMu, AedopMalMnen CayxOoBbIX
KOCTOYeK. Pa3BnBaeTCs HEMPOCEHCOpPHas WKW CMellaHHas
(KOHOYKTMBHAsA U HEMpPOCEHCOPHas) TyroyxocTb [3, 4, 6].

MATOJIOrUA XKENYAOYHO-KULWIEYHOI'O TPAKTA

OAHUM 13 NepBbIX KIMHUYECKMUX NPOSIBAEHMUI NATONOrMn
KT y naunenToB ¢ MIC IV aBnsatoTca nynoyHble, NaxoBble,
anadparmManbHble TPbiXKKW, 4acTo peLmanBUpYlOLLEero Teye-
HUA. MOXET 6biTb OOHapyXeHa renatomeranus, pexe —
cnneHomeranus. bonbHble XKanyloTcs Ha Kenyao4YHO-K1LLeY-
Hble paccTpoWcTBa — 3anopsbl, AMapeto.

Mpn ocmoTpe obpaliatoT Ha cebs BHUMaHWe Hebosblune,
LUMPOKO paccTaBfieHHble 3y6bl. 3y6Has 3Malb WMCTOH4YEHA,
dopma 3y60B OCTPOKOHEYHas. BcTpeyatoTca pasHble aHo-
MaJin pasBUTUSA MOMOYHbIX M MOCTOSAHHbIX 3y60B [4, 6, 11].

NATO/IOrMS1 HEPBHOW CUCTEMbI

Y nauymeHtoB ¢ MIIC IVA yacto OMarHOCTUPYIOT KOM-
NPECCUOHHYI0 MUENoNaTHIO WENHOMo OTAeNa NO3BOHOYHMKA,
KOTOpasi NPUBOAMT K CN1aboCTU B KOHEYHOCTSX, HapyLIEHUIo
MOXOAKM, HEYKITIOXKECTH B COYETAHMM C HapyLIEHUEM MENKOWM
MOTOPUKK, NOSIBAEHUIO 60K M MOTEpPEe YYBCTBUTENbHOCTH,
ONCOYHKUMM KULWEYHUKA M MOYEBOro My3blps, napanuyy
M pa3BUTUIO CMACTMYECKOro Napanapesa, B HEKOTOPbIX Ciy-
Yyasgx — K netanbHomy ucxoay [13, 23]. Hannyne muenonatunu
TpebyeT HabnwaeHns n B psaae cllydaeB — oOnepaTuBHO-
ro BMelwwartenbctBa. CpeaHas MPOAOCIKUTENbHOCTb KWU3HM
nauneHToB ¢ MIC IVA B OTCYTCTBUE NEYEHUS KOMMpPECCUH
LWEeNHOro oTAena CNMHHOIMO Mo3ra U HecTabwu/ibHOCTU LWewn
coctasnsier 20-30 net [19].

NATOJIOrUS CEPAEYHO-COCYAUCTON CUCTEMbI

Y peten ¢ MIIC IVA MOXeT 6bITb 06Hapy*KeHa naTosiorus
KflanaHHOro annapara cepAua B nerkoun popme [3]. Nomumo
HeJOCTaTO4YHOCTM WM CTEeHO3a KnanaHoB, AN NauWeH-



TOB XapaKTepHbl TaxuKapaus, HebonbloW AunaMeTp neBo-
ro )enyfo4yka, apTepuanbHas rmnepTeH3ns npu nepemeHe
nonoxeHust tena. CHWKEHWE 3NaCTUYHOCTM CTEHKWM aopThl
NPUBOAMT K ee aunatauuu, Kotopas HabnoaaeTcs npumep-
HO y 16% o6cnenoBaHHbIX nauneHtoB [24—-26]. Hanbonee
4acTo MopaXKeHWe KPYMHbIX COCYA0B AMArHOCTUPYIOT Y Nnawu-
eHToB ¢ MIC IV 1 | Tuna [24-26].

JIEYEHUE

Ons 6onbHbIX ¢ MIC IVA B 2014 r. YnpaBneHMem no
KOHTPO/IO KayecTBa MULLEBLIX MPOAYKTOB W MeAMKaMeEH-
ToB CLUA (FDA) n EBpONENCKUM MEAMUMHCKUM areHTCTBOM
(EMA) opobpeHa depmeHTHass 3amMecTuTeNbHas Tepanus
anocynbdasom anbda. Anocynbdasa anbda — 3T0 peKomMou-
HaHTHasa dopma yenoseyeckon N aLeTUNranakro3eMuH-6
cynbdaTasbl NPOU3BEAEHHON MPU MOMOLLM PEKOMOUHAHTHOM
OHK texHonoruun (Bummaum, BioMarin Pharmaceutical Inc.,
CLLUA). B Poccuitckon Pepepalimmn npenapart anocynbdasa anb-
da (Bumnzanm) sapermnctpupoBaH 22.11.2018 (Bumuzanm,
BioMarin International, Mpnanagus). C 2021 roga poccun-
cKkue petu, ctpagatowme MIC IVA, nonyyatoT «Bummnzanm» 3a
cyeT cpeacts PoHaa «Kpyr gobpar. KnuHUYecKkue ncnbitaHus
nokasanu, 4To anocynbdasa anbda XOpPOoWOo NepeHoCcUTCs
1M obecneynBaeT MNOBbIWEHWE BbIHOCIMBOCTU, CTabunusa-
LMo GopcMpoBaHHOM KMU3HEHHON EMKOCTU JIErKKUX, 06bemMa
dopcupoBaHHOro Bbigoxa 3a 1 ¢ U UHAEKCa MacChl NEBOro
Xenygoyka cepaua [27, 28].

3AK/TIOYEHUE

MMC IVA xapaKTepu3yeTcsa Taxenon crneunduyeckon
CUCTEMHOW JMCnna3uen ckeneta, NoparKeHHem ceprevHo-
COCYAMCTOM W [AbIXaTeNlbHOW CUCTEM, CTEHO30M B LIENHOM
oTaene NO3BOHOYHMKA, YrpoXKaloWwmUMK K13HK. Bee ato Tpe-
6yeT paHHeN (yKe B HeoHaTallbHOM Mepuoae) AMarHOCTUKK
3ab605eBaHUsa AN CBOEBPEMEHHOro Haydana QpepmMeHTHOM
3aMeCcTUTENbHOM Tepanuu. PaHHAa avarHoctvka MIIC VA
Nno3BONSET AOOWUTLCA MaKCUMaNbHOro addeKra NeyeHus
W NpefoTBPaLLEHUS NPOrpeccMpoBaHns 3aboneBaHus.

Ans ynydwenus auarHoctukn MIC IVA mexaucuunnum-
HapHOM rpynnomn aKCNepToB B COCTaBe NeanaTpoB, reHeTu-
KoB W optonenoB 21 depansg 2020 r. Ha ANCKYCCUOHHOWM
TpubyHe «MaplpyTulaums peakoro nauueHTa rnasamu
reHetuka un neguatpar» XXII KoHrpecca neguatpos Poccumn
6bl1 nNpennoxeH pag kKputepves. Hanuuume 2 u Gonee
NPU3HAKOB U3 HUXKE MepevyucNeHHbIX — MNOoKa3aHue
ANA KOHCY/NbTauMU FeHeTUKa: HU3KUM pocT/3amepne-
HWEe TeMMnoB pocTa; AUCNPONOPLIUOHANBHOE TENOCI0XKE-
HUWE (YKOpOo4YeHWe TyNnoBMLLA, KOPOTKas LWes); Banbryc-
Haa gedopmMauusa HUKHKUX KOHe4yHocTen; agedopmauus
NO3BOHOYHUKA/KMNeBUaHasa aedbopmauma rpygHom Knet-
Ku; aedopmMaumst KUCTU C TMNepMOBUIbHOCTbIO B MENTKMX
cycTaBax; aTUMWYHas PEHTreHoNornyeckas KapTuHa auc-
nnasuvmn Ta3ob6epeHHbIX CYCTaBOB; aTUMUYHOE TeYeHue
6one3Hu lNepTteca; opmmnpoBaHUe NATONOMMKN KTanaHHOro
annapaTa cepaua; rpbiu; GeHOTUNMUYECKUE U3MEHEHUS:

orpybneHue 4epT nmua, 6onbluas ronoBa ¢ BbICOKUM 160M,
KOpoTKas Les.

WHO®OPMUPOBAHHOE COIIACUE

OT 3aKOHHbIX NpeAcTaBUTENEN BCeX MauMeHToB (maTe-
pen) nosiydeHo MNUCbMEHHOE WHPOPMUpPOBaHHOE [06pPO-
BOJIbHOE cornacue Ha nyb6JauMKauuilo U3006pakeHun aeten
B MEAMLIMHCKOM KypHane, BKo4as ero a/1eKTpoHHY0 Bep-
cuto (oaTa noanucanma 20 deBpang 2018 r. gna puc. 1, 4,
20 nionsa 2021 r. ans puce. 2, 3, 5, 6).
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