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S.Ya. Volgina

TIpeocmasnenvt darnnvle 0 mykonoaucaxapudose I muna (MIIC 1) y demetl, Komopbulil OMHOCUMCSL K AUZ0COMHBIM 0013~
HAM HakonieHus. Bvloensiom maxcenyro u ocniabnenuvie popmol 3a601€6anUs, OUASHOCIUKA NOCIEOHUX NPeOCmAaeisi-
em ocobvle mpyonocmu 05 epaveti-neduampog. MIIC [ muna omaunaemces wiupokou 6apuabenbHOCmMbio KIUHUYECKUX
CUMNIMOMO8 U npedcmagisiem cooou MynbmuouCYUnIuHapuyio npobaiemy. B nacmoswjee spems cywecmsyem cneyu-
Guuecxas mepanus MIIC I: mpancnaanmayus 2eMonOIMUYECKUX CMeEoN06bIX KIeMmoK U (epmMeHmo3amecmumenbHasl
mepanus (npenapamom Anvoypasum). Pazpaboman aneopumm neuenus nayueHmos 6 3asUcumMocmu om 603pacma u
msoicecmu 3aoonesanus. Knunuueckue pe3ynomamol, HAKONIEHHbIE 30 OTUMENbHOE 8PeMs, U dPhexmusHocms mepanuu
omcnexcusaromes 6 pecucmpe MIIC. Cucmemamuyeckas oyenka 300pogvs demetl ¢ MIIC I ynyuwaem xawecmeo ux
JICU3HUL.

KnarmueBbie chnoBa: odemu; Mykonoaucaxapuoos I muna, mpancnianmayus 2emMonodmuyeckux cmeoilogulx Kie-
Mok, pepmenmozamecmumenvras mepanus (Anvoypazum).

MUCOPOLYSACCHARIDOSIS TYPE I: CURRENT ASPECTS OF DIAGNOSIS AND TREATMENT OF CHILDREN. (LITERA-
TURE REVIEW)

Kazan State Medical 49, Butlerova Str., Kazan, Russian Federation, 420012

There are presented data on the type of mucopolysaccharidosis type I ( MPS 1) in children, the disease which belongs to the
lysosomal storage diseases. There are determined severe and mild forms of the disease, diagnosis of the latters presents
special difficulties for pediatricians. MPS type 1 is differed by significant variability of clinical symptoms and poses a
multi-disciplinary problem. Currently, there is a specific therapy of MPS I: Hematopoietic Stem Cell Transplantation
and administarion of enzyme replacement therapy (drug Aldurazyme ®). The algorithm of treating patients accordingly
to the age and disease severity has been developed. Long-term clinical results, the effectiveness of therapy is monitored
in MPS register. Systematic evaluation of the health of children with MPS I improves the quality of their life.

Keywords: children; mucopolysaccharidosis type I, transplantation of hematopoietic stem cells; enzyme replacement

therapy ( Aldurazyme ®).

yromonucaxapuno3 1 tama (MIIC 1) — nu3ocom-

Hasi 00JIe3Hb HAKOIUICHHS, OOYyCIIOBIIEHHAS Jie-

¢urmrom pepmenta o-L-naypoHnnassl, yqact-
BYIOIIETO B KaTaboIM3Me OCHOBHOTO BEIIECTBA COEIH-
HUTEIbHON TkKaHU — TinukozamuHornukanoB (['ATl).
B pesynbrare 3T0ro mporcXoauT Nporpeccupyrolee Ha-
KOIJICHHE JIepMaTaH- U TenapaHcyib(dara B IM30COMaXx,
YTO MPHUBOAUT K TPYOBIM KIETOYHBIM H3MEHEHHSIM M
(OpMHPOBAHUIO XapaKTEPHOW KIMHUYECKOH KapTHHBI.
Bosnesnp HacnemyeTcs IO ayTOCOMHO-PEIECCHBHOMY TH-
my.

Ha ocnoBannu xnmuangeckoit kaptuasl MIIC I nenur-
csi Ha 3 Tuna: cuHapoM ['yprnep (TsoKenblil THIT), CHHIPOM
I'ypnep—Lleiie (cpenuuii Tumn) u cunapom lleite (nerkuit
Tun). EcTh pekoMeHIaIiu, COrTacHO KOTOPBIM Ipejia-
raroT BeLAENATh Tsokenbii i MIIC I (cunapom ['ypiep)
n ocnmabnennsle (cuaapomsl ['yprep—llleite u Llleiie).

Juis xoppecnonaenuun: Bonzuna Ceemnana fxoenesna, 10KTop Me/l.
Hayk, npo¢. xad. rocnuTansHOU mexuarpun ¢ Kypcamu IIIT u I1JJO,
e-mail: Volgina_ Svetlana@mail.ru

Jletn ¢ TsHKeTbIMU TIPOSIBIICHUSIMH 3200JIeBaHUS OOBIU-
HO yMUpParoT B niepBbie 10 )KU3HU B pe3yJbpTare JIErO4HO-
CepJIeYyHON HEeJO0CTaTOYHOCTH M MPOTPECCHPOBAHMS He-
BPOJIOTUYECKON cUMOTOMATUKH [1]. MHOTHE TarMeHTh
c ocnabnennsiMu popmamu MIIC 1 noxxuBarot 10 B3poc-
JIOTO BO3pPacTa, XOTsI HIMEIOT 3HAYUTEIIbHbIC OTKIOHEHUS
B COCTOSTHUU 3710pOBbA [2].

Jlo mosiBNIeHHSI METOJIOB CTICITU(HYECKON TEpaIiH Jie-
sM ¢ MIIC I npoBoiniIM CUMIITOMaTHYECKOE JICUEHHUE,
OKa3bIBAJIM TMAJUIMATHBHYIO ToOMoIlb. braromaps cosna-
HUIO METO/IMK TPAHCIIAHTAIINK TeMOTIOITHYECKUX CTBO-
noBeIX k1eTok (TT'CK) u ¢pepmenTo3aMecTUTENbHON Te-
panuu (O3T) 3HAUNTENBHO YAYUIININCH KAY€CTBO JKU3-
HU MAIUEHTOB W UCXOJI 3a00IeBaHusl.

MIIC I Bcrpeuaercs ¢ yactoroit 1 ciydvaid Ha 100 ThIC.
ponusuxcs [3, 4]. [Ipumepro 50-80% naneHTOB UMEIOT
Tsoxensiid Tunn MIIC 1. TIpoBenenHOe MOMYJIAIIMOHHOE UC-
CIIETIOBAHUE CBHUICTENIHCTBOBAJIO, YTO OCIa0IeHHBIE (heHO-
THITBI PETUCTPUPOBATIUCH B 26% cityyaeB [5]. OnHako 3Tu
OLICHKH MOTYT OBbITh HEOOBEKTUBHBIMH, TAaK KaK JUArHO-
CTHKA TSKENBIX (POPM IIPOIIe, YeM OCIa0ICHHBIX.
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OOmenpu3HaHo, 4TO KIMHHYECKas TeTePOTreHHOCTh
MIIC I 1 heHOTHIT BO MHOTOM OIIPEACIISIOTCS My TaITUCH.
B Hacrosiee BpeMst B 0a3e TaHHBIX O TEHHBIX MYyTaIHIX
yesoBeka npenacrasieno 110 myraumii o-L-ugyponuma-
361, cBA3aHHBIX ¢ MIIC I, 60BIIMHCTBO U3 KOTOPHIX SB-
JISIFOTCS HOHCEHC-MYTAIUSIMHA, MUCCEHC-MYTAIlUSIMU HITH
HeOOIpIIMMU AenierusaMu. YacToTa Bapuamuil amiencit
npu MIIC I BapbupyeT MeXy STHUUECKUMHU IPyNIaMu.
Cpenu eporieonioB amienu p.W402X u p.Q70X peru-
CTPHUPYIOTCS OoJiee YeM y MOJIOBHHEI manueHToB ¢ MIIC
[. O1u annenu peako BCTpeUaroTCsi CPelin SIIOHCKUX, KO-
PENCKUX MM MAPOKKAHCKUX MTallUEHTOB. J[eTH, KoTopble
SBIISIFOTCSI TOMO3WTOTHBIMHM I10 HOHCEHC-aJUIETIO WU
KOMITayH/I-TeTepO3UroTaMH 10 HOHCEHC-aJUIeNIo, CTpa-
narot Tsokenoi popmoit MIIC 1.V GonbiinHCTBa NAIy-
EHTOB ¢ ociabieHHON (opMmoii OOJE3HU MPUCYTCTBYET
Oomee yem 1 Muccenc-myrarus. [lanmeHTs! ¢ annensMu
p-R89Q wmm ¢.678-7g3a (IVS 5-7g3a) B coderanuu ¢
HYJECBOW MyTanuel 00BIIHO HMEIOT OCIIA0ICHHBIN (EeHO-
Tut [6].

JAunarnocTuka

Bapuatbensrnocts cumnromoB MIIC 1 BmecTe ¢ oT-
CYTCTBHEM OCBEJIOMJICHHOCTH POAMTENICd W Bpadeu o
00JIe3HN 9acTO MPUBOJAUT K HECBOEBPEMEHHOM JHarHO-
ctuke. Ocnabnernpie GOpPMBI MOTYT OCTAaBATHCS HEIUA-
THOCTHUPOBAHHBIMU MHOTHE Tofbl. Jlaxke Tsxenas Gpopma
Oone3Hy, Kak MpaBWIIo, JHAarHOCTUpyeTcs yepe3 12—18
MeC TIOCJIe TOSIBJICHHS IMEPBBIX CUMITOMOB. Pomutenu
JIOJDKHBI 00paIaThCs 3a MEIUITUHCKOW MOMOIIBIO TTPU
M3MEHEHHAX YepT Jnia peOeHKa, OTPaHWYCHUSX JIBH-
JKEHHUS CyCTaBOB, CKEIETHBIX JePOpMAIlisIX, OONBIION
OKPY>KHOCTH TOJIOBBI MJIM YaCTBIX PECIUPATOPHBIX HH-
¢exumax. Ilenmarpel nenmaroT akmEeHTHl Ha APYTHX Xa-
PaKTEpHBIX MPOSIBICHUAX, TAKUX KaK KapIHOMHOMATHSI,
PELUIUBUPYIONIUE OTUTHI, HATMYNE IPHDK, TOSCHUYHOTO
kudo3a uau ropoa [7].

XOpoIII0 U3BECTHO, YTO APPEKTHBHOCTH JCUCHHUS T10-
BEINIIACTCS TIPH paHHEH MHAarHOCTHKE 3a0oyeBaHus. M3-
mepenne ypoBHs [Al’ B Mode SBIsgeTCS 9yBCTBUTENBHBIM,
HO Hecnenu(puIecKuM CKpUHUHTOBBIM TecToM Tipu MIIC
1. JloxxHOOTpHIIATENbHBIE PE3YIBTAaThl MOTYT OBITH MOJY-
YeHbI TP CHIKEHUH YJIeNbHOTo Beca MouH (Hike 1,015
r/mi). Oxonuatenbhelid nuarno3 MIIC 1 Gasupyercs Ha
OTpeJieIeHu aKTUBHOCTH (pepMeHTa o-L-uaypoHumiasel
B (ubOpobiIacTax, JCHKOIUTAX, CHIBOPOTKE WM BBICY-
[IEHHBIX KaIuaX KpoBH (OyIeT perucTpupoBaThCsl CHH-
keHue akTuBHOCTH) [8]. JlocTymHaA TpeHaranpHas aua-
THOCTHKA, MpeIyCMaTpuBaromias JIMO0O OLEHKY YPOBHS
(depmenTa, nmubo JIHK-uccnenoBanue y 4jieHOB ceMbU
MaIeHTa, y KOTOPOro MyTallui U3BECTHBI [9].

TakTuka Begenus nanuenTos ¢ MIIC 1

[Ipu newennn manmentoB ¢ MIIC [ kpaitHe BakHO
MPOBOUTH PETYISPHYIO OIEHKY COCTOSHHS 370POBBS,
MATOTCHETUYECKYI0 U TOAJNEPKUBAIOIIYIO TEparuio,
KOPPEKLUIO OCIOXKHEHUW. M3-3a CIONKHOCTH M HU3KOH
4acTOThI ATOTO 3a00JIEBaHUS COCTOSHUE MAIIMEHTOB JIy4-
II¢ KOHTPOJIMPYETCST MHOTOTIPO(DMITBHON KOMaHIO0! CIie-
[IHAJTUCTOB, 0COOCHHO eCJTH OOJIBHOU JKMBET HEJAICKO OT

KPYITHOTO MEAWIMHCKOTO IeHTpa. BMmecre ¢ Tem neda-
IIUH Bpay JOJKEH TEPPUTOPHUATIBHO HAXOAUTHCS HeJlane-
KO OT OOJIBHBIX, YTOOBI HIMETh BO3MOXKHOCTD €XKETHEBHO
pelarh X mpooJIeMbl, HAIPaBISATh K COOTBETCTBYIOIIUM
CIIEUANINCTaM, a TaKXe OCYIIECTBISATh CBSI3b MEXIY
YyJeHaMu KOMaHJbl U ceMbell. BcecToponHee nzyueHue
OCHOBHBIX MPOIECCOB 3a00JI€BaHNS BKJIIOYAET BaYKHBIE
3Tarbl, MO3BOJIAIONINE OLIEHUTH €r0 MPOrpeCcCHpPOBAHNE
1 OTBET Ha NPOBEJACHHYIO Tepanuio. st obecrneuenus
3 PEeKTUBHOTO MHOTONPO(UILHOTO HAOMIONCHUSI BCEX
MAIMEeHTOB HEOOXOIUMO O0CIIE/IOBAaTh €KETOIHO B XOJIE
KpPaTKOM rOCMUTAIN3alUU UIH NOCEIIEHNUN MOIUKINHU-
ku B TedcHne 1-3 mareil. YacToTy BpaueOHBIX OCMOTPOB
OTIPENeNAIOT HHANBUAYAIBHO UCXO U3 BO3pacTa O0IIb-
HBIX JIeTeH, KIMHUYECKUX MPOSBIECHUNA, CKOPOCTH MPO-
rpeccupoBaHus 00JI€3HHU, BUAOB JICUEHHS], a TaKXKe CIie-
UaTM3UPOBaHHBIX oTpedHocTel [10].

Kaunnueckue nposisiienns MIIC 1

Koenumusenoe pazeumue. Tsoxemas dopma MIIC 1
mpencTaBisieT co0oil mporpeccupyroliee Helpoaerene-
paTtuBHOE 3200JI€BaHKE, TIOATOMY KOTHUTUBHBIC HAPYIIIE-
HUS SIBISIIOTCSI €T0 OTJIMYUTENbHOM uepToi. BripakeH-
HBIC 3aJIEPKKU Pa3BUTHS, KaK MPaBUIIO, (POPMHUPYIOTCS
y aeTeil B Bo3pacte oT 12 1o 24 mec. B To xe Bpems npu
ocmabieHHbIX (hopMax OOJIE3HHM TO3HABATEIbHAS CIIO-
CcOOHOCTH HOpMaJTbHAS WM ClleTKa CHIKeHa. [lockompky
quts Tsoxenoit popmer MIIC 1 xapakTepHb! yBeTUUeHHBIN
S3BIK, MOTEPS CIyXa, 3aJepiKKa HEPBHO-TICUXHYECKOTO
pa3BUTHS, HEOOXOAUMO Pa3BUBATH y JCTCH MUHUMAIb-
Hble peueBble U couuanbHble HaBbIKU. [letu ¢ MIIC I
HMMEIOT TEHJICHIUIO K 3aTOPMOKEHHOCTH, B TO BpeMsI KaK
nanueHToB ¢ MIIC II u MIIC III otinyaeT runepaxkTus-
Hoe u arpeccuBHoe noseeHue [10]. Tloatomy y nere ¢
Tsoxenoi popmoit MIIC [ HeoOXomMMO CTUMYIHPOBATH
TICUXUYECKOE Pa3BUTHE, HACKOIBKO ATO BO3SMO)KHO B PaH-
HUX cTamusx 3a0oneBaHus. AmanTaius OKpY>Karomei
Cpeabl K MOTPeOHOCTSIM pebeHKa (HampuMep, Haludue
KJIaBUATYPBI C OOJIBIIMMU CUMBOJIAMHU) MOXKET TOAJEP-
JKUBaTh €ro pa3BUTHE. B CBSA3M C ATUM OLIEHKY HEHpOo-
KOTHUTHBHOW (DYHKIIMM PEKOMEH/IYeTCs MPOBOAWTH Ha
MOMEHT ITOCTaHOBKH JTHarHO3a, 3aTeM €XerogHo. Y je-
Tel ¢ ocmabneHusMu popmamu MIIC I, koTopeie nMeroT
mpoOneMbl B OOyYeHUN WIHM MOBEACHUHU, HAOTIOMACTCs
MOJIOKUTENBHBIN A(PHEKT CTaHTAPTHBIX BMEIIATEIHCTB.
B mensix BEIpaOOTKYU Mep IS TOBBIICHUS yCIIEBAGMOCTH
peKoMeHayeTcsl HelpoKorHuTUBHOE TecTupoBanue [10].

Hesponoeuueckue nposenenus 6onesnu. CooOuraro-
masgcs ruzapouedanus — odiiee MPOSBICHUE THKEIOH
¢dopmsr MIIC I, mpu ocnabneHHBIX (hopMax BCTpedaeTcs
3HAUNTENIFHO PeXe, pa3BUBACTCS MEIUIEHHO B Ipejenax
OT HECKOJIBKHX MECSIEB /10 HECKOJbKUX JeT. Hexapak-
TEPHBIMU SIBJISIIOTCSL OTEK JUCKA 3PUTEIBLHOTO HEpBa U
pBoOTa y pebeHka (1axke eciiu JaBIeHUEe CIIMHHOMO3TOBOM
KHJIKOCTH 3HAYUTEIBHO MOBBITIEHO 10 > 40 cM BOJI. CT.),
HO MOTYT HaOJIOIAThbCs aHOMAJIbHBIC JBVKEHHS TVa3 U
ocTpas moreps 3peHusi. XpOHHYECKOe yBeITNIeHHE BHY-
TPUUEPEITHOTO JABJICHHUS CIIOCOOCTBYET 3aJepiKKe Hew-
POMOTOPHOTO Pa3BUTHS, TIOSIBICHHUIO TPOOJIEM CO 3pEHHU-
em. Kommnbrorepras (KT) wim MarHuTHO-pe3oHaHCHas
tomorpadus (MPT) ronoBel MO3BOJSIFOT OINPEIEIUTH
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pa3Mephl JKEIyIOUYKOB MO3ra. Y MHAaIMEHTOB C TSLKEIOU
¢dbopmoit MIIC I takue wcciaemoBaHus CISITyeT MPOBO-
JTUTh B MOMEHT MOCTAHOBKH JHAarHO3a, 3aTeM KaKIble
1-2 roga, a TakKe KOrja OTMEYAaeTCsl YCKOPEHHE pocTa
ronoBsl. [Ipn momo3peHnn Ha COOOIIAIONIYIOCS THAPO-
uedanuio A W3MEPEHHUs JaBJIeHUs JTMKBOPA MPEINpH-
HUMAIOT CIIMHHOMO3TOBYIO MyHKIHMIO. BeHTpukynomne-
PUTOHEATBHOE IIYHTHUPOBAHHE YCIEHIHO YMEHbBIIACT
TOJIOBHYIO OOJIb, YITy4IlIaeT XapaKkTep CHa, HO HE MEHSET
KITMHIYECKHUE TIPOSBICHNUS 3a00sieBaHus. Y MAIEHTOB C
ocnabnennbivMu popmamu MIIC | naBnenne cCimHHOMO3-
TOBOM YKHJIKOCTH MOYKET HapacTaTh MEUIEHHO B TEUCHHE
MHOTHX JIeT 0e3 CyIIEeCTBEHHBIX M3MEHEHHH pa3MepoB
JKEITyZIOUKOB TOJIOBHOTO MO3Ta. XpOHHYECKHE PEeLUan-
BHPYIOIINE TOJIOBHBIE OOMU M JIETKOE CHaBIECHUE 3pHU-
TEJIBLHOTO HEpBa B Ps/Ie CIOy4yacB SIBISIOTCS €IUHCTBEH-
HbIMM MPU3HAKAMU TOBBIIIEHHOTO BHYTPHUYEPEIHOIO
nasnenus [11].

Kommpeccust cnmHHOro Mosra B pe3ysbTare LEep-
BUKaJbHON MHOMAaTWU HE XapaKTepHa s OONBHBIX C
Tsxenoi ¢opmoit MIIC I, XOTS MOABBIBUXHU B IIEHHOM
OTJesie TI03BOHOYHMKA MOTYT BBI3BIBAaTh IOBPEkKIACHUE
CIIMHHOTO Mo3ra. HampoTuB, y MaiueHToB ¢ 0ClabiIeH-
HbiMH Gopmamu MIIC I yacTo pa3BuBaeTCs CIaBICHUE
CIIMHHOTO MO3ra U NOABJSETCS LEpBHUKaIbHAs HECTa-
OompHOCTS [12].

Jlnarao3 oOBIYHO HE CTABHUTCA IO TeX TOp, MOKa He
BO3HUKHYT CJIA00CTh B HIKHUX KOHEYHOCTSIX WIIN Hapy-
IICHUS MOXOAKHU. JIJis OLleHKH CTAaOMIBLHOCTH IMICHHOTO
OTZeNa MO3BOHOYHUKA Y OOJBHBIX C TSDKEJIOW (QopmMoi
MIIC I BaxxHO mpoBeeHUE PEHTIeHOrpadHUECKUX HC-
CJIeZIOBaHUH ITpH CrUOaHUY U pa3ruOaHuy Iien. Y marm-
€HTOB C TpPU3HAKaMH 3yOOBWJIHOHM IMCIUIA3UU PEHTTe-
HOrpaduIo CIemyeT MOBTOPATH Kaxable 1—2 roma w/mimm
nepen I'o00# XUpyprudaecKoi mporeypoit, Tpeoyromeit
obmeit anecresun. [lanmeHTtsl ¢ ocmabneHHBIME (GOp-
Mamu MIIC 1 momxusl mpoxonuts MPT-uccnenoBanue
TOJIOBHOTO U CIIMHHOTO MO3I'a 10 KpallHEe! Mepe KaxIble
2 rona [10].

JIro60i1 mamment ¢ MIIC I ¢ aHoMaIbHOM MMOXOIKOM,
CEHCOPHBIMH M3MEHEHHSIMU WIIH CITa00CThI0 B HUIKHHUX
KOHEYHOCTAX JIOIDKEH OBITh TPOKOHCYJIBTHPOBAH He-
BpPOJIOTOM JIJISl MCKJIFOUEHMS] BO3MOMKHOM KOMIIPECCUU
CIIMHHOTO MO3ra. MeTo/; COMaTOCEHCOPHBIX BBI3BAHHBIX
MOTEHLUAJIOB MOKET OBITh MCTIONIB30BaH IS BEISIBIICHUS
paHHEHl KOMIIPECCHH CHHUHHOIO MO3ra, 4TO IMO3BOJSET
ONPENCIUTh CPOKU XUPYPTUUECKOrO BMELIATEIbCTBA
[13]. Caenyet oTrmeTuth, yto namuentsl ¢ MIIC 1, ko-
TOPBIM MPOBOAUTCSI ONEPALM HA MO3BOHOYHUKE, MOA-
BEPIKEHBI TIOBBIINIEHHOMY PHCKY Pa3BHUTHS OCIIOKHEHHH,
B TOM dYHcie MH(]apKTa CIIUHHOTO MO3Ta U HeCTaOMIIb-
HOCTH ITO3BOHOYHMKA [14].

KucreBoif TyHHENBHBIH CHHAPOM YacTo pa3BUBa-
ercs y nmauueHToB ¢ ocnadnenHsiMu Gopmamu MIIC I,
XOTsl y OOJBIIMHCTBA M3 HUX HAOIIOMAIOTCS Kiacchude-
CKHME CUMITOMBI C/IaBJICHUSI HEPBOB AK€ MPHU TSHKEIOM
YIIEMJIGHWH HepBa M €ro MmoBpexaeHud. Jms MHOrHX
MAIIMEHTOB XapaKTepHBI HOYHBIE OONIM, OHEMEHWE WIIN
MOKAJIBIBAaHUS, KOTOpPBIE MOTYT OBITh MEpPBBIMH MPH-
3HaKaMH 3a00JIeBaHUs, MOABISIOMIMMUCS TOJIBKO ITOCIIEe
PE3KOT0 CHUKEHUSI CKOPOCTH HEPBHOM MPOBOAMMOCTH,
MIO3TOMY HCCIIEOBAHUS IPOBOAUMOCTH JOJKHBI IPOBO-

JUTHbCA B MOMEHT MOCTAHOBKH JMAarHo3a OciabIeHHBIX
dhopm MIIC I u kaxbie MOCIEIYOIINE TObI (€XKero-
HO). DnekTpoMuorpadus Ui OONBIIHHCTBA MMAUEHTOB
HeoOs3aTenbHa [3].

Hapywenusa co cmoponwt JIOP-opeanos. Jlaxe npu
OTCYTCTBUHM MH(pEKINU aeTu ¢ Tshxenon popmoit MIIC
I gacTo cTpamaloT XpOHUYECKHUMH PEIUINBUPYIOIINMHI
PUHHUTAMHU W OTUTAMH. Y TAIMEHTOB C OCIAOICHHBIMU
(hopMamMH yBEIIMUMBACTCS YaCTOTa XPOHUYECKOTO CHHY-
CHUTa. YlaJeHne MUHIaIMH U aICHOUI0B CIIeyeT IPOBO-
JIUTh BCEM IMallMEHTaM, KOTOpPbIe XParsiT WK CTPalaloT
PEeIUINBUPYONUMHE JTapuHTUTaMH. PyTHHHOE 00Cieno-
Banue JIOP-opraHoB pekoMeHAyeTcs MPOXOIUThH €xke-
roguo [10].

Hapywenus ciyxa. Ilaumentsi ¢ Tsokenont popmoit MIIC
I 00BIYHO MMEIOT KOHIYKTHBHYIO U HEHPOCEHCOPHYIO TITy-
xoty. [Toteps ciyxa MokeT OBITH CBsI3aHa C YAaCTHIMU OTH-
TaMd. BONBIIMHCTBO JeTel ¢ ociabieHHBIMU (opMaMu
CITBIIIAT, KaK MPaBHJIO, B JHAIIa30HE BBICOKMX YacTOT, KaK
1 B3pocIble. ExkeroiHplie aymuoorniecKie UCCIIeIOBaHmUs
Tmokasansl i1t Beex naruenToB ¢ MIIC 1 [10].

O¢manvmonozuueckue napyutenus. Y TaIAEHTOB C
MIIC I nabiromaeTcsi HOMyTHEHHUE POTOBUIIBI, XOTS €r0
CTeNeHb BapbHUpyeT. B pesynsrare momyTHEHHs poro-
BHIbI OOIBHBIE KAK C TSHKEIOH, TaK U ¢ 0CIa0IeHHBIMA
dhopmamu MIIC I MmoryT norepsarts 3peHue. Y MaiueHToB
¢ obonMy (peHOTHTIAMH TIPOUCXOIMT MOTEPs epudepu-
YECKOTO 3peHHs B pe3yJbTaTe JeTeHepaluy CeT4aTKu U
Pa3BUTHS HOYHOW CIETIOTHI M3-32 HAJTMYIUS AUCHYHKINN
nanouek. [Ipu Tsoxenoit popme MIIC 1, conpoBoxaro-
melics ruzaponedanieil, BOSMOKHO OCTPOE pa3BUTHE
CJIETIOTHI MJIM OTKPBITOYTOJIEHON Tiaykomsl [15].

CrnenyeT NOMHMTB, 4YTO BBICOKOE€ BHYTPHIJIA3HOE
JIaBIIeHUE Y OOJBHBIX MOXKET OBITh CBSI3aHO C YTOJIIIE-
HUEM POTOBHIIBI, a HE C HATHMYHEM Tiiaykombl. [loaTomy
MManueHTsI ¢ Tsokenoit popmoit MIIC 1 momKHEI exeron-
HO HaOmonarbes y oprampmornora. [Ipu TsoKkenmsIx mpo-
SBJICHUAX 3a00JI€BaHUS TPAHCILIAHTALMIO POTOBHIIBI HE
MIPOBOAT, /Ui KOPPEKUUH pedpakivyi Ha3HAYaroT KOp-
peKTHpyIole JUH3bl. TpaHCIUTaHTalMs POTOBUIIBI MO-
Ka3zaHa MalMeHTaM TOJIBKO C OclabIeHHBIMU (OpMaMH,
YTO 3HAYUTENHHO YJIy4YIlaeT 3peHHe, XOTS IMOMYyTHEHHE
POTOBUIIBI MOXKET Pa3BHTHCS M IIOCIIE €€ IepecaiKy.
[Ipu ocmabneHHBIX (popMax HEOOXOAWMBI E€XKEromHas
OIIEHKa 3pPEHUs, U3MEepPEeHNe BHYTPHUITIA3HOTO JaBICHUS
u odranmemockonws. [t mcnpaBienus pedpakiuuy Ha-
3HAYaI0T KOPPEKTUPYIOIIHE JIUH3HI [16].

Pecnupamopnuie napywenus. Bee nanmentst ¢ MIIC
I, ocobeHHO B TshKENO# (hopMe, TTOBEPIKEHBI PUCKY Ts-
JKEJIOW JIbIXaTeNbHOM HEI0CTaTOYHOCTH B pPe3yJibTare
pa3BUTHS PECTPUKTHBHOIO (OrpaHUYMUTENFHOTO) TIO-
paKeHUs JIETKUX, CHHIPOMa OOCTPYKTHBHOTO altHOd BO
CHE W/WIM acTMBI. 3a00IeBaHUs BEPXHUX JBIXATEIbHBIX
IyTeif MOTYT BO3HUKHYTh IPU HAIMYUN YBETUYEHHOTO
sI3bIKA, OOJIBIIMX MHHJAJIMH, pa3pacTaHUsl aJleHOUIOB,
CY>KEHHMsI TpaxeH, u30bITouHOro oTiIokeHust [Al™ B TkaHIx
JIBIXaTeNbHBIX ITyTEW, YTOJIIEHHS] TOJIOCOBBIX CBS30K.
Y OONBITMHCTBA MAIIMEHTOB C THKEIION (hopMoit 00Ie3HN
K 2—3 roaM MOSBIISIOTCS Xpar U 00CTPYKTUBHBIE 3200-
JIeBaHUS BEPXHUX JBIXaTENbHBIX MyTed. [Ipuannamu pe-
CTPUKTUBHOTO TIOPAKEHHS JIETKHUX SBISIOTCS COYETaHUE
CKEJIETHBIX aHOMAJIUI TPY/IHON KJIETKU U TIO3BOHOYHHKA,
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renaToCIUIEHOMEraiisl, OrPaHUYMBAIONINE 3KCKYpPCHIO
nuadparMel. [laneHTaM ¢ TSHKENbIMUA OOCTPYKTUBHBIMU
HapYyIICHUSIMHU TMTOKa3aHbl ()OPMUPOBAHUE TIOTOKUTEIb-
HOTO JABJICHUS B IbIXaTEJIbHBIX MY TSIX, JOINOJHUTEIEHOE
BBeZleHUE Kucaopoaa. Ilpyu KIIMHUYECKUX MPOSIBICHUSIX
ACTMaTHYECKOTO CHHIpOMa HEOOXOIMMO Ha3HauYEHHE CO-
OTBETCTBYIOIINX JEKAPCTBEHHBIX Mpernapartos. [lonesno
yAaleHHe YBEeIMYeHHbIX MUHAAIUH U aieHon10B. K Tpa-
XEOCTOMHUH MPUOETaIOT [UIsl CIIaCeHHs )KU3HU OOJIBHBIM
C TSDKEJIBIM arHOd BO CHE ¥/WJIM TIOPKCHUEM KJIIAITaHOB
cepana [17].

Bce marnuenTs! ¢ MIIC 1 1oymKkHBI HAOMIOMATHCS ITYITh-
MOHOJIOTOM JUJIsl OLICHKH PECIIUPATOPHOIO CTaTyca U KOp-
pexiun nedennsd. 1lpu oOHapykeHUH JBIXaTeTFHON He-
JIOCTATOYHOCTH Y TALMEHTOB ¢ TspKenon Gopmoit MIIC
I B rutaHOBOM TOpSIKE TIPOBOAUTCS HCCIEIOBAHNE CHA
¢ 2-3-JeTHero Bo3pacTa, y MalueHToB ¢ 0CIa0ICHHBIMU
(hopMaMu — Ha MOMEHT ITOCTAHOBKH JIMArHO3a, Jajiee —
exeronaHo [10].

Cepoeunvie napyuienus. Y OONBHBIX C TSHKEIOH (op-
Mot MIIC I pa3BuBaroTcs KilariaHHbIE [TOPOKH, apUTMUS,
KapANOMHOTIATHsI, 3aCTOIHAS cepAedHast HeJJOCTaTOYHOCTb,
uIIeMudeckas OoJe3Hb Cepylla, JITOYHAs W CHCTEMHAs
TUIIEPTEH3Us, JIETOYHOe cepAue. IlanueHTsl ¢ TsbKenon
(hopMoii MOTYT BHE3aITHO YMEPETh BCIICICTBHE MHPEKIMU
BEPXHUX JIbIXaTeNIbHBIX MyTEH M3-3a BTOPUYHOIO MOpaxKe-
HHSI KOPOHAPHBIX apTepHid. Y MAIMEHTOB C 0CIa0IeHHBIMU
thopmamu MIIC 1 oOBIMHO ompenensiercss AUCTUIa3Ms MU-
TPaJIBHOIO U a0pTAJILHOIO KianaHos [18, 19].

Bce marmuentst ¢ MIIC 1 qomkabl HaOMIOMATHCS Kap-
nuoaoromM, Bkirodas DKIT u Dxo-KI' Ha MoMmeHT 1mocra-
HOBKH JIMarH03a, 3aTe€M €)KerojHo. 3aMeHa CHJIbHO MO-
BPEXKJEHHBIX KJIallaHOB CepJilla BBIIOIHIETCS TOJIBKO Y
MaIMeHToB ¢ ocnadmenHoi Gopmoit MIIC I [20, 21].

Hopaosicenus cxenema u cycmagos. Y BceX MallUEH-
TOB ¢ TspKeoi popmoit MIIC I oOHapyXKUBaIOT KOCTHBIC
1 CyCTaBHBIE MOPAXKEHUsS, KOTOPHIE B KOHEYHOM CUETE
MPUBOAAT K cepbe3Hol uHBanuauzauuu. llosgsisercs
xapakrepHast aedopMalysi HOSICHUYHOTO OT/Aesa T03B0-
HOYHHKa (rop0), KOTOpast CTAHOBUTCSI OUEBHIHOM ¢ 6—12-
MECSIYHOro Bo3pacta. DOPMHUPYIOTCS MHOKECTBEHHBIC
J30cTo3bl. Pa3zBuBaeTcs nedopmansi IO3BOHOYHHKA, B
TOM 4YHCie KH(O3, CKOIH03 U Ku(POCKoImo3. B pesynb-
TaTe IWNCIUIa3MH WM TOABBIBUXOB C BOBICUEHHEM Oe-
JIPEHHBIX KOCTEW TOSBIAIOTCS BAJIBIYCHBIE M BapyCHBIE
nedpopmanuu [11].

KucreBoii TyHHENbHBII CUHAPOM M BOBJIEYEHHOCTH
¢dananr HapymalT (QYHKIHIO PYKH. Y MAUEHTOB C
ocnabnennoil popmoit MIIC I nmpoucxomur nporpeccu-
POBaHME MOPAKEHUSI CYCTABOB, UTO MPUBOJIUT K OTPAHU-
YEHUIO Juana3oHa IBrKeHUH. [lanueHTsl ¢ pa3nnyHon
BOBJICUEHHOCTBIO CKeJleTa, Kak MPaBHUII0, IMEIOT HU3KUI
poct. Knho3 u/umm CKOIHOo3 SIBIISTIOTCS YaCTHIMHA CHMITTO-
MaMH, COTIPOBOKAAIONTUMHCS 00JIbI0 B criiHe. Bo3mok-
HBI TeHepaIn30BaHHbIE 00N, CBSI3aHHBIE C OCTEONIeHNEH
1 MUKpOTpeInHami [22].

Jletn ¢ yMepeHHBIMU/TSKENBIMEA TIOPAKSHUSIMHU CKe-
JieTa JOJDKHBI HaOMIOAaThCsl XUpyproM-opronenoM. Ha-
nraue nedopmMannii Mo3BOHOYHUKA MOXKET MOTPe0oBaTh
OCTEOCHHTE3d, TOPAKECHUS BEPTIYKHOH TUCIIA3UU
Ta300€/IPEHHOTO CyCTaBa KOPPHUTHUPYIOTCS C TIOMOIIBIO
octeoroMuu. Y manuento ¢ MIIC I TyromonBmxHOCTh
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CyCTaBOB W 0OJIb CHMXKAIOT IyTE€M YBEIHUYCHHS TaCCHB-
HOTO ¥ aKTUBHOTO JMAIla30HOB ABMXKECHUS U THAPOTEpa-
run. [pu Tsoxenoit popme MIIC I aTi Mepsl MOTyT cTa-
Onnm3MpoBaTh QPyHKIHIO cycTaBoB [10].

Anecmesus. Muaorue namueratsl ¢ MIIC I monsep-
TaroTCsl CYIIECTBEHHOMY PHUCKY IIPH HCIOIB30BAHUU
aHECTe3WH M3-3a OOCTPYKIMHM BEPXHHUX bIXaTEIbHBIX
nyted. TpynHoCcTH ¢ MHTYOAIMeld MOTYT CTaTh JJIsi HUX
¢aranbHbIMU. TakuM OOJBHBIM BBITTOIHSIOT IIPOLIEAYPHI,
TpeOytomire o0ero Hapko3a, TOJILKO B IIEHTpax, HMEI0-
mux anecte3nonoros [10].

HecTaOniapHOCTH TIO3BOHOYHHKA, B YACTHOCTH ar-
JIAHTOAKCHUAIBHOTO CyCTaBa, TpeOyeT TIIATEeIbHOTO IO-
3ULMOHUpPOBaHMsl. Bo n3dexanue nepepacTsikeHus Ien
y BCEX MAIMEHTOB JOJDKHA BBIMIOMHSATHCS PEHTICHOTpa-
¢us. Haxorenne AT B IpIXaTeNbHBIX MYTSAX CyIile-
CTBEHHO OrPaHUYMBAET BO3MO)KHOCTH aHECTE3UOJIOTOB
MIPH JTAPUHTOCKOTINH TopTaHu. MHTYOaIus y manueHToB
¢ MIIC I siBnsiercst 1OCTaTOYHO CIIOKHOW MaHUITYJISALIN-
efi. Jlims olleHKHM cTeleHH 3a00JIeBaHUS JbIXaTCIIBHBIX
My TeH MOXKET OBITh UCTIONB30BaHa (PUOPOOPOHXOCKOTIHSL.
DHAO0TpaxealbHbIe TPYOKH TOKHBI ObITh MEHBIIIE, YeM
MPUMEHSIEMbIC Y APYTUX JETEH COOTBETCTBYIOIIETO BO3-
pacra [23].

Cmomamonoeuueckue nposerenus. Jletn ¢ MIIC 1
MOTYT UMETh aHOMAJIMH MaJIH, YaCTO KapHuec, POILTHKY-
JISIpHBIE KUCTHI U IGHTaNbHbIe abcueccsl. [lapogonTans-
HbIe a0CIIECCHI SBISIFOTCS UCTOYHUKOM 6o, [1manoByro
CTOMAaTOJOTMYECKYI0 TOMOIIb HEOOXOAMMO MPOBOANUTH
peryisipHo 2 pasa B rog. AHECTe3Hs B Cilydae HE0OXo-
JIUMOCTH JIOJDKHA OCYIIECTBIIATHCS B OOJIBHHMIIE C 00513a-
TEJIbHBIM ydacTheM aHectezunosora [10].

I'pviorcu. Y naumentoB ¢ MIIC 1 wacto BcTpeuarorcs
[1axoBasi ¥ IynoyHas rpbixu [24].

Kenyoouno-kuweunvle nposasenenus. llepnogmueckre
3MM30/B! TMApEr MOTYT YepeoBaThCs ¢ 3amopamu. Mx
MOXHO KOHTPOJIMPOBATh OJIarofiapsi K3MEHEHHUIO MHUIIIEBO-
r0 PalMOHA U KOHCEPBATUBHOMY HCIIOIB30BAHUIO CIIAOU-
TEJILHBIX CPEACTB. Y MAIMEHTOB C 0CIadIeHHpIMH (opma-
mu MIIC I raxke BcTpeuaroTcst 6omu B skuBote [10].

Jlpyeue easichvle memodvl no00epI’cKU Ol NAYUeH-
mos u ux cemeui unu onekyros. Jluarnoz MIIC I oka3bi-
BaeT CHJIBHOE TICUXOCOIMATbHOE BIMSHYE Ha MTAlMEHTOB
U X CEMbH, KOTOPHIM MIPUXOAUTCSI MUPHUTHCS C PEATHHO-
CTBIO MporpeccupoBanusi 6one3Hu. YToObl MOMOYb Ta-
LUEHTaM U X CEMbSIM CIIPABUTHCS C SMOLIMOHATBHBIMH,
(MHAHCOBBIMH U COIMAJIBHBIMU IPOOJIEMaMH, IOJIK-
HBI OBITh JIOCTYITHBI TaKH€ PEeCypChl, KaK COIHaIbHbIE
YCIIyI'H, ceMeiHasi MCUXOTEepamus, a TaKKe YacTHbIE U
TOCyZlapCTBEHHBIE CITYy)XOBl. BakHast pomb mpuHajie-
KUT W TCHETUYCCKOW KOHCYIBTAUU JJIS MAIUCHTOB U
YIICHOB MX CEMEH, KOTOpas JOKHA TIOMOYb UM TOHSTH
ayToCOMHO-perieccuBHbIN Tum HacienoBanus MIIC I u
OIIPENICIUTh BEPOATHOCTh TOTO, YTO B OYIyIIEM ITOTOM-
cTBO He mocTpazaaet [10].

Jleuenne pereit ¢ MIIC 1

Tpancnaanmayus 2eMONOIMUYECKUX CIBON0GbIX Kle-
moxk. B ciyyae ycnexa TI'CK (ucnonb3yror 1160 KocT-
HBIH MO3T, JTN0O CTBOJIOBBIC KJIETKU IyTIOBUHHON KPOBH)
MOKHO NPEJOTBPaTUTh MHOTHE, HO HE BCE, KITMHUYECKHE
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npu3Haku Tskenoro nposieneruss MIIC 1. Tpancmnnanra-
IIUIO CJIeTyeT BRITIONHATH B A€0I0Te 3a00I€BaHuUs JI0 pa3-
BUTHSI YMCTBEHHOU nierpaganuu [25].

[lepBas ycrennas nepecajka aJuloTeéHHBIX TeMOTIOd-
trueckux cTBOOBEIX KieTok (I'CK) mposenena B 1980
I. y TO/IOBAJIOTO Manibuuka ¢ Tsoxenoi ¢opmoit MIIC 1.
AKTUBHOCTB (epMeHTa o-L-uaypoHHIa3sl B IUIa3Me
kpoBu 13 Mec cirycTs Obli1a I000HA HaOITIOIaeMOH Y Te-
Tepo3urot. [Ipu 3ToM He OTMEeUan0Cch NPOrPeCcCUPOBAHNUS
renarocIyieHOMEraJIuk, IMOMYTHEHUS POrOBUIILI [26].
B Bo3pacte 20 JsieT y naiueHTa OTMEYEHO MOJHOE MpHU-
KUBJIEHHE TpaHciianTaTa. OH pa3BHBAJCs C MHTEIUIEK-
TOM B JMana3oHe HU3KUX pe(epeHCHBIX 3HaYeHUH, YTO
MIO3BOJIUJIO €My CaAMOCTOATENBHO paboTath [27].

Ha ceropnsimanii gens TT'CK nonyumnu 6onee 400
naruenToB ¢ Tsokenoi ¢popmoit MIIC 1. Heynmauu B no-
CTH)KEHUHU TIOJHOIO NPUKUBJICHUSI TpacIUlaHTaTa Cy-
IIECTBEHHO TTOBBIIIAIOT 3200JIEBAEMOCTh U CMEPTHOCTb.
Uro0BI ONTUMH3UPOBATH MPWKUBIICHUE TPAHCIUIAHTATA,
MPEATPAHCINIAaHTAMOHHAS TIOATOTOBKA JOJDKHA OBITh
JOCTaTOYHO MMMYHOCYNPECCUBHOH W MHUeNnoadiIaTHB-
Hoii [28].

Hecmorpst Ha ycnexu, nonyuennsie npu TI'CK, pu-
CKH OCTAIOTCsl 3HAUUTENIbHbIMU. Kak mokaszanu perpo-
CIEKTUBHBIE HCCIEIOBaHUs, CMEPTHOCTh COCTAaBIsIA
15%, yacToTa ci1y4aeB yCIEIHOro MPUKUBJICHUS TPAHC-
miadrara — 56% [29].

Kmuanuecknit yerex TI'CK 3aBucuT OT BO3pacta
pebeHKa Ha MOMEHT ee MpPOBEICHHS, CTENEeHU KIMHH-
YECKUX IPOSBICHUH, Cep/IeuHO-yJIbMOHAIBHOIO CTa-
Tyca, HEBPOJIOTMYCCKUX HApYILICHUN, TUIA JOHOpa U
CIOCOOHOCTH JIOCTMIKEHUSI CTAOMIIBHOTO TPHIKUBIICHHS
TpaHcIUIaHTaTa 0e3 pa3BUTHs KOH(IIMKTA TPAaHCIUIAHTAT
MPOTHB XO3siMHA. Pa3BuTHE pedn, KOPPEKIUs MOBEICH-
YEeCKUX W COMAaTHYECKUX HAPYIICHWH BHOCSIT OMpene-
JICHHBINA BKJIAJ B ycIiex jiedeHus 6oapHOro [30]. Jlyumme
KIIMHUYECKNE MCXO/Ibl HAOIIONaIN y JIeTel B Bo3pacTe <
2 niet ¢ koodpuimentom pazeutus DQ_> 70 Ha MOMEHT
TpaHcIuranTanuu. OTHIM U3 HanOosIee BAKHBIX IIPEUMY-
mectB TI'CK sBrsieTcst coxpaHeHHe HHTENIEKTYalbHOTO
pa3BUTHUA Yy IETEW, KOTOPOE, KAK MOKa3al FTeHEeTUUYEeCKUN
aHaJM3, MOIJIO OBl OBITH CUIIBHO HapymeHo [31].

Yenemnas TI'CK MoxkeT ciocoOCTBOBaTh HE TOIBKO
YIYULICHUIO CIIyXa, MOJABUKHOCTH CYCTaBOB, AbIXATENb-
HOW W Cep/IeYHON (YHKIUH, pa3pemieHuro Tuapomneda-
JIUW, HO W TIOBBIMICHUIO WHTEJUICKTYabHBIX (DYHKITHH
Jake TIPU OTCYTCTBHM CIIEHUAIBHOW KOPPEKIHH IICH-
TpasibHON HepBHOM cucteMbl. XoTs TT'CK moxer ymyd-
mmTh cinyx y 30-40% nereit, oHa He crocoOCTByeT 00-
paTHOMY BOCCTAHOBJICHHIO KOHIYKTUBHBIX U HEHPOCCH-
COpHBIX HapymieHu# [11].

[ematocruienoMeranust U OOCTPYKIUS BEPXHUX IIbI-
XaTeNbHBIX MyTeH, B TOM YHCJIE alfHO® BO CHE, MOTYT
pa3pennTbcs B TEUEHHE HECKOIBKHX MECSIIEB IOCIe
TI'CK. Kpome Toro, 4epTsl TUIa CTAHOBSATCS MEHEe Tpy-
ObIMH, POCT yBeIMUUBaeTcs, ypoBeHb 'Al” Bo3Bparaer-
sl K HOpMAJIbHOMY WJIU TIOYTH HOPMATbHOMY. XOTsI aHO-
MaJHsl CEeTYAaTKU COXPAHSETCs, MOMYTHEHHE POTOBHIIBI
CTaOWIIM3UPYETCS HITH MEJUICHHO pa3peliaercs, Ia3Hoe
JIaBJIeHWEe MOXKET HopMasin3oBarbes [30].

[IposiBiteHNs CO CTOPOHBI Cep/IIia BKIIOYAIOT Ceped-
HYIO HEJIOCTaTOYHOCTh M TaXHapUTMHIO, KOTOPHIE KOp-

pektupytorcs B Teuenue 1 roma nocne ycnemnoi TTCK.
Taxoke yiydiiarorces (PyHKIIUH MUOKapP/Ia, POXOIUMOCTh
kopoHapHbix aprepuil [32, 33]. Cepreunble KiamaHbl
ocratorcsi pesucteHTHbIMU K TI'CK, uwacto mporecc B
HUX Jaxe nporpeccupyet [28, 30, 32].

Cxenernsie aHoManuu coxpansitorcsa u nocie TI'CK,
MO03TOMY OOJBIIMHCTBO MALMEHTOB C TSHKEION (opMoit
MIIC I nmpu xopomeM NpPWXKHUBICHWN TpaHCIIaHTaTa
HY>KJIAIOTCS B HECKOJIBKUX OPTONEANYCCKUX BMEIIIATEIb-
cTBax. TeM He MEHee y TaKUX MAIIMEHTOB TP YCIICITHON
TI'CK HaOmonaeTcsi CHIDKEHHE CTENICHH JTUCTIA3UH «3Y-
0oBHIHOM KOCTHY [32].

Depmenmosamecmumenvras mepanus. AJbIypa3uM
(raponmmaza Wi peKOMOWHAHTHAS dYelmoBedecKas o-L-
uaypoHuaasza xopropamun «Genzyme») MPUMEHSIOT B
naroreaernueckoir Teparmu MIIC 1 B CILIA, Espore,
Poccun 1 MHOruX Apyrux crpanax. B Hacrosiiee BpeMs
TIPY TIPOBEICHUH KITMHUYECKUX MCCIIEIOBaHMI AJbypa-
3uM noyvanu 6osee 100 marpentos ¢ MIIC 1.

[IpocniekTuBHOE ofgHOTpyMIOBOEe HcchnemnoBanue (1/11
(aza) 10 6ompaBIX ¢ MIIC I B BO3pacte ot 5 mo 22 mer,
KOTOpBIE €KECHEJCIBHO B TEUEHUE 52 Hel [T0JTydasiu BHY-
TPUBEHHBIE MH(Y3UH PEKOMOWHAHTHOM YeJIOBEYEeCKOM
o-L-unyponunassl B g03e 125 EJI/kr, mokasano, 4to B
pesynbrare @3T Mpon301LI0 yMEHBIIEHUE Pa3MepOB I1e-
4yeHu (B cpeqHeM Ha 25%) M cele3eHKH (B CpeHEM Ha
20%), camkernne sxckpernu [Al ¢ mo4oit (Ha 63%), da-
CTOTBI HOYHOTO armHo? (Ha 61%), 3HaYUTEeNbHOE YBEIH-
YeHHEe pOCTa MalMeHTOB, 00beMa JIBHKEHUI B TNIEUEBBIX
U JIOKTEBBIX CyCTaBaX, YIydlleHHEe (YHKIHMOHATHHBIX
roKasaresieil cepeyHON MEesTeTbHOCTH M IOBBIIICHHE
BBIHOCIUBOCTH. CieyeT OTMETUTh, YTO BO BpeMs BBe-
JICHHS TIperapara y 5 maiueHTOB HaOIroqaiach Ipexo-
JiSIIIasi KparuBHULA, Y 4 TIOSBUIMCH aHTHTENIa K AJbIy-
pazumy [34].

[IpocriekTHBHOE OTKPHITOE MHOTOHAITMOHAIBLHOE HC-
cienoBanne (I daza), BrmrouaBmee 20 MaMEHTOB C
MIIC I mmagmre 5 mer (cpemnmii Bo3pact — 1,3 roma),
KOTOpBIC TONyYalld eXCeHEeNbHbIe HHDY3UH ANbaypa-
3uma B no3e 100 EJI/xr B TeueHue 52 Hen (4 mammeH-
Ta B MOCJeAHUE 26 HEl TOIyYaad YBEIHMYSHHYIO 03y
BCIIE/ICTBYE MOBbIIeHNs YpoBHA ['Al" B Moue Ha 22-i1 He-
Jielie), CBUIETEbCTBOBAJIO O CHIDKEHHH dSKCKpennu AT
¢ Mouoii (Ha 61,3%), 0COOCHHO Yy TAIIMEHTOB ¢ HU3KUM
YpOBHEM aHTHTEN, a TakKe y MOJy4YaBIINX Iperapar B
no3e 200 EJI/kr. Y mosoBHHBI MAIIIEHTOB HOPMAJIU30Ba-
JUCH pa3Mephl MEYCHH, ¥ OCTAIBHBIX OHA 3HAUYUTEIHHO
yMEeHbIIHIAach. Jl0Jis MalMeHToB ¢ runepTpodueii 1IeBoro
JKenmyaouka cHusunack ¢ 53 1o 17%, a Mmacca 1eBoro xe-
Jaynouka ymeHsiunachk Ha 11,3%. Ynyduienue unu Hop-
MaJIM3alusl CHa 3aperUCTPUPOBAaHbI Y 67% IMalnueHToB.
CremyeT moq4epKHYTh, 9T0 y BceX OombHBIX ¢ MIIC I
0TMEYaJI0Ch HOPMAJIbHOE YMCTBEHHOE pa3BUTHE. Takum
obpazom, ObUTa JOKa3aHa XOPOIIIasi IEPEeHOCUMOCTH TIpe-
mapara AnpaypasuM. HecMoTpst Ha TO 4TO B pe3yibra-
T€ JICUEHHUS y BCEX MalUeHTOB BbIpabaThiBanmuchk 1gG-
aHTHTEINA, TONIBKO y 35% MaIMeHTOB MOSBUIINCH CBS3aH-
HbIe ¢ HH(]Yy3Uell He3HAYUTENbHbIE U JIETKOKYITHPYEeMbIe
peaknuu (TumiepTepMmus, 03H00) [35].

Juis moarBepkaeHns 3(GGEeKTHBHOCTH U Oe3011acHO-
ct 3T mpenaparom Anbaypa3uM MPOBOIMIN PAaHIO-
MHU3UPOBAHHOE IBOMHOE CJIETIOe M1aneb0-KOHTPOIHpye-
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moe uccienoBanue (111 ¢asza). ExxenenensHo B TeueHue
26 uen 45 nanuwentam ¢ MIIC 1 BBoamimu 6o Anbay-
pasum B jo3e 100 EJI/kr, 6o turame6o. Y manueHToB,
MIPUHAMABIINX AJBIypa3uM, MPOU3ONUIO YBEIWYCHNE
(hopcupoBanHoit xn3HEHHON eMKocTH Jlerkux (DXKEJ)
B cpeaneM Ha 5,6% (p = 0,009), yBenuauiock paccTos-
HUE NpHu 6-MUHYTHOH Xozab0e (B cpenHeM Ha 38,1 M 1o
CpaBHEHHIO ¢ rpymnmnoi mianedo, p = 0,039), ymeHbu-
ek pasMepsl nedenu (Ha 18,9%, p = 0,001), ypoBeHs
I'AT" B moue (Ha 54,1%, p < 0,001). YV nanueHToB C T4-
xenoit popmoit MIIC I oTMedanoch 3HaUUTEIHHOE YITyd-
[IeHNne CHa M 00beMa JBM)KEHUH B IICYEBBIX CyCTaBax.
Tonpko y 1 manueHTa NOSBUIIOCH OCIIOKHEHUE, KOTOPOE
YCYIyOIsiIOCh CYIMIECTBYIOIMIEH OOCTPYKIIMEH BEpXHHX
IBIXaTeTbHBIX MMyTEH U PECTPUKTUBHBIMU HAPYIICHUSIMU
CO CTOPOHBI JIETKUX, U eMy OblLlla IPOBEJICHA TPaXeoCTO-
musi. OcTpbie pecrupaTopHble 3a00JIEBaHUS TaKKe MO-
T'YT BBI3BIBaTh PEAKIINH, CBsI3aHHbIE ¢ nHOY3uel. Caenan
BBIBOJI, UYTO IpPHUMEHEHUE AJbJypa3rMa 3HAUUTEIBHO
MTOBBIIAET (PYHKIMIO JBIXaHUs, o0Iiee (pU3nIecKoe co-
CTOsIHHE OOJIbHBIX, CHIKaeT HakoruieHue [Al u umeer
xopomuii npoduis 6e3omnacHocTH [36].

B III ¢aze pacmmpennoro ucciaeqoBanus 3PQPeKTuB-
HOCTH ¥ Oe3omacHOCTH AJjbaypa3suma® B TedeHue 3,5
rojia mpoBoauIock JieueHue 45 6ospubix ¢ MIIC I B BO3-
pacte ot 6 1o 43 et (B cpeaneM 15,7 roga). B pesynbra-
Te aKkckpenust Al ¢ movoit cHuzmnach Ha 72 + 3%, pas-
Mepbl IEUEHU 0Ka3aJuch HOPMAIbHBIMU Y 95% nanuen-
toB, ®XXEJI yimydammmnack wim ocraBaiack CTaOUILHON B
TeUeHHe BCero repuosa HaomoneHus y 73% manueHTos,
paccrosiHuE IpHu 6-MUHYTHOH X0/150€ BeIpocio Ha 31,7 +
10,2 M B mepBble 2 roja JIeUeHHs C UTOTOBBIM yBeJHYe-
HueM Ha 17,1 £ 16,8 M, HHIEKC allHO?—THUIIOIIHOY IOBLI-
cuiicst win HopMmanuzoBaiicst y 94% nauuentos. Undy-
3UH Ipernapara NePeHOCUINCh XOPOIlIo, BMECTE C TEM Y
53% mnauueHTOB OTMEYAJIUCh YMEPEHHBIE, JIETKO KYyIH-
pyeMbIe peakluu, 4acTOTa KOTOPBIX 3HAYMTEIBHO CHU-
3WJI1ach yepes 6 Mec JieueHHs. AHTUTeNa K AllbypazuMy
MOSIBIUTACH y 93% maruenToB, ogHako 29% OombHBIX Ha
MOMEHT TOCJIEZIHEN OLIEHKH OKa3aJIuCh CEPOHETaTHBHBI-
mu. Takum oOpas3om, Obla TOKazaHa KIMHUYECKas 3¢-
(bekTUBHOCTH M 0OE30MAaCHOCTH Ipernapara AJbIypa3um
y nauuenToB ¢ MIIC I, npuyem paHHee J€UeHHE CIO-
COOCTBOBAJIO TTONYYEHHIO MaKCHUMaJbHBIX MO3UTHBHBIX
pe3ynbraroB [37].

ITocne 4-netnero nedenus AnpaypasumoM B 111 daze
pacCIIMPEHHOTO UCCIEAOBAHMS y 5 U3 § MaIMeHTOB CTa-
OMITM3UPOBAINCH U3MEHEHHS CO CTOPOHBI OPTaHOB 3pe-
HUs (B TOM YHKCIIE MOBBICHIACH OCTPOTa 3peHust) [38].

B I/Il ¢aze nccnenoBanus 6-netTHee HaOIIOCHUE 3a
5 u3 10 manuMeHToB, KOTOpBIE MOIy4Yadu AJbAypasuM,
OBUTH MTPOAEMOHCTPHUPOBAHBI KIMHUYECKOE YITydIIeHHE
WM CTaOWIIN3AIHSI COCTOSHISI B OTIIMYNE OT €CTECTBEH-
HOTO TedeHus 3a0oneBaHus, CHIKeHue dKkckpennu AT
C MOUOM, YMEHBIIICHHE Pa3MepOB MEUEHH, a TAKKe YIIyd-
[ICHUE WK CTaOMIM3aIlHs AUana3oHa IBUKCHUN B TIe-
YeBbIX cycTaBax. [lalMeHThl, mpouienume JeueHue a0
MOJIOBOTO CO3PEBAHUS, CYLIECTBEHHO BbIpociu [39].

Ilpu 7-netHeM HMCHONB30BaHUU AJbIypa3uma 3ape-
TUCTPUPOBAHO YMEHBIICHNE TUIEPTPOPHUH JIEBOTO XKe-
nynouka y 5 u3 10 manueHToB, BMecTe ¢ TeM y | manu-
€HTa MUTPAITBHBIM U aOPTAJIBHBINA KJIaMlaHbl OCTaBANCh

YTOJIICHHBIMUA, B HEKOTOPBIX CIIy4asx HaOIOIaNI0Ch
MIPOrPECCUPOBAHKE IPOLIECCa, IOSBICHUE PEryprura-
uuu [40].

CrenyeT mog4epKHYTh, UTO AJIblypa3uM HE MPOHH-
KaeT uyepe3 remMarodHIedatndeckuii 6aprep, cleaoBa-
TEIHHO, HE YIy4IIaeT KOTHUTHBHBIC (YHKIIUA WIINA JIes-
TEeTHHOCTH IICHTPATHHON HEPBHOU CHCTEMBI ¥ TTAITICHTOB
¢ MIIC I. Kak TI'CK, Tak u nmpuMeHeHne Anpaypa3umMa
HE IO3BOJIAET CKOPPEKTUPOBATh MOPAKCHUS KIIAMIAaHOB
CepJLa UIN CKEJNETHbIC aHOMAIHMH, XOTS YITy4IlIaloT UIU
COXpAaHSIET MOABIKHOCTh CyCTaBOB. PaHHss Tepamus,
Havatast 10 (GopMHpOBaHHS HEOOPATUMBIX IPOIIECCCOB,
6omnee >pdexTrBHA, 0COOCHHO TIPpHU OCIAOICHHBIX (op-
max MIIC 1.

DepmenmosamecmumenbHas mepanus u mpancnian-
mayus Kocmuo2o mosea. Kparkocpounoe mprUMeHEHUE
Anbnypaszuma (B TeueHue 12 Hes 10 U 8 HeJl ocyie TpaHe-
riantanun) B couetannu ¢ TI'CK y TskenoOonbHEIX,
crpanaromux MIIC I, mokazano, 4To OHO MaTOreHeTHYe-
CKH 000CHOBAaHHO M 0€301acHO, CHMYKAET CMEPTHOCTD,
yIydIiaeT MPYKUBICHUE TPaHCIDIAaHTaTa, OCOOCHHO Y
MAIUEHTOB C HE3HAYUTEITHLHBIMHA KIMHIIECKIMHE TIPOSB-
JeHUIMH. AJTbIypasuM® MOKHO HCITOJIB30BaTh TIPH Ya-
CTUYHOM IPIKUBICHUH TPAHCIUIAHTATA, OTHAKO OIIBIT B
9TOM rpymnmne orpanudeH [41-43].

AuroputM Jieyenus [10]

CoorHomenne puck/mons3a TI'CK B cpaBHeHHMn c
O3T crnexyet onpenensaTh HHAUBUIYATHHO IS KaXI0TO
narmenTa ¢ MIIC 1. Baxxnoe 3HadueHne UMEIOT BO3PACT
naruenTa, (peHoTur 3aboJieBaHUsl, TSHKECTh KIIMHUYE-
CKOM KapTWUHBI U MOTEHIMan pocTa. Ecnm yxynmenue
COCTOSIHMSI peOeHKa OKHUAAEMO Ha OCHOBAHUM KIIMHH-
YECKUX JAHHBIX, PE3yJIbTaTOB TECTHPOBAaHHUS HEPBHO-
MICUXUYECKOTO Pa3BUTHs, MHPOpPMAIMKM TeHoTHNa (Ha-
npuMep, WACHTUGUKANHUA 2 HOHCEHC-MyTalHii), TpU
crabnim3anun HefipokorunTBHOHN (pyHkunn TI'CK oka-
3bIBaeT Oosiee OJaronpusTHOE U JOJITOCPOYHOE KITMHUYE-
ckoe Bozaeiicteue, yeM O3T. Hasnauenue Asbrypazuma
nepen TT'CK takske yiydinaer cOCTOSIHAE 3J0pPOBbA Ma-
[MEHTOB 1 YBEIMYMBAET UX IIAHCHI HA YCIIEIIHBINA HCXO
TpaHcIIaHTauu. Jletn ¢ ocnabiaeHHbIME (DEHOTUIIAMH
JoJkHbI Tontydats O3T.

VYV neTtell ¢ KOTHUTHBHBIMHM HAPYIICHUSAMH MIIAIIIE
2 net @3T compshxeHa ¢ 6oiee HU3KUMH PUCKaAMH pas3-
Butus ocnoxHenuit, ueM TI'CK, ona MoxeT mpuBectu
K YMEHBIICHHIO (DU3MUYCCKUX MPOSIBICHUN OOJIe3HU U
VAYYLICHUIO KadecTBO >KM3HM. st OONBHBIX aeTe
cTapuie 2,5 JeT, y KOTOPBIX ICUXHYECKOE PAZBUTHE yKe
HapylLIEHO, AJIbAypa3uM SBISETCS HEOOXOIUMBIM CPEa-
CTBOM IaTOr€HETHYECKOM Tepanuu. [ersm crapuie 2,5
rojia, He UMEIOIIUM HEBPOJIOTMYECKUX WIIM KOTHUTHB-
HBIX TIOBPEKICHUH, TakkKe pEeKOMEHAyeTcs AIbaypa-
3uM. B stom cityuae TI'CK He nmeer TepaneBTHUECKHX
npeumyiects nepen 3T n He mokazaHa, MOCKOJIBKY
CBSI3aHO C BBICOKMM PHCKOM OCIJIOKHEHUH.

Pouasb perucrpa MIIC 1

PC3YHBTaTI)I JAOJTOCPOYHBIX KIIMHUYCCKUX HCCIICIO0-
BaHMI H€O6XO)_'[I/IMBI JJIsA TOIO, 4TOOBI Jy4lae IMOHATH,
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KaK BapUaHTHI JICUCHHS] BIUSIOT Ha KIIMHUYECKOE Tede-
HHUE 3a00JICBaHUI U MPUHATHE PEIICHUH OTHOCHTEIBHO
HayyHO OOOCHOBAHHBIX PEKOMEHIALUI MO UX KOPPEK-
nuu. Peructp MIIC I (www.mpsiregistry.com) ObLT c03-
naH komnanuamu «Genzyme» u «BioMarin» B kauecTBe
MOCTMAapPKETUHIOBOTO HOPMATHBHOTO 00513aTeIbCTBA M0~
clie yTBEpXKIeHHsl mpernapara Anpaypazum. [lomydeH-
HBIE PE3YNIBTaThl HCHONB3YIOT JJIsl COBEPILICHCTBOBAHUS
1 BBIpaOOTKH Hanbosee 3PPEeKTUBHON TaKTUKHU JICUCHHUS
W JaJbHEWIIeH CTpaTerny OKa3aHWsl IOMOIIM NalueH-
tam ¢ MIIC I [3, 44].

3aKkIOUYEeHHE

bnarogaps nossnennto TT'CK u ®3T mbl pacnona-
raeM 3((EKTUBHBIMU METOJAMH JICUCHHsI TTAIlUEHTOB C
MIIC 1. Onun Haubonee MOKa3aHbl B paHHEH CTaauu 3a00-
JIeBaHUSA — JI0 HEOOpaTUMBIX M3MeHeHn . KpaiiHe BayxHbI
CBOEBPEMEHHOE PACIIO3HABAHUE IJICSAbl KIMHUYECKUX
CHMITTOMOB 3a00JIeBaHMA, HaITpaBlIeHHe OONBHBIX AeTei
K CIIELHAJIMCTaM MEXIUCLHUIUIMHAPHOIO UEHTPA, UMEI0-
LIUX OIBIT OKA3aHUs IOMOIIY NAUEHTAM C JIN30COMHBI-
MU OOJIC3HSIMHU HAKOTLICHHUSI.

Kaxnpiit pederok ¢ MIIC | MmoxxeT uMeTh KIIMHUYE-
CKUE MPOSIBIICHUS, OTIMYAIOIINUECS OT KAPTUHBI y APYTUX
JIETEH, MOATOMY HE CYIIECTBYET €UHOTO BMEIIATEIbCTBA
WK yOpaBJICHUs] CTpaTerued okazaHusi momolinu. Ba-
PHAHTHI JICYEHUS JOJDKHBI pa3padaThIBaThCS B KaXKIOM
Cllydae MHIUBUAYAIbHO, B TOM YHUCJIE B 3aBUCUMOCTH OT
BO3pacTa pedeHKa MpH MOCTAHOBKE JUAarHo3a, TSHKECTH
3a00JIeBaHusl, CTEIICHA U TUIA KIIMHHUYECKOH BOBJICUYCH-
HocTu. CHcTeMaThyecKasi OLIEHKAa COCTOSIHUS 3[JOPOBBSI
yayuuiaet kauecTBo xku3Hu aereit ¢ MIIC I u unenos ux
cemel.
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