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Tpyonocmu ouggepenyuanvhoii duaenocmuku mykonoaucaxapuooza (MIIC) I muna o6ycaosaenvt pedkoii
NONYAAYUOHHOL HACMOMOU NAMOAORUU, YIMO NPUBOOUM K HECB0eB8PeMEHHOMY U Hea0eK8amHOMY AeHeHUI.
[Ipedcmasneno onucanue pazeumus 6ose3nu u seuenus 20 nayuenmos ¢ MIIC I muna, npu smom ocoboe
6HUMAHUe 00paeHo Ha opmoneduyecKue nposeaeHUs NAMOA0UU, KOMOpble ONPeOesomcs ¢ Nepebix Me-
CAUeB HCU3HU.
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The difficulties of differential diagnosis of mucopolysaccharidoses (M PS) type I are conditioned by low population
rate of the pathology that results in untimely and inadequate treatment. Case reports for 20 patients with MPS 1
are presented. Special attention is paid to the orthopaedic manifestations of the pathology that can be determined
since the first months of life.
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Myxronommcaxapugos (MIIC) I Tuna — sm3ocom-
Has 00JIe3Hb HAKOILJIEHN A, HacJeyeMast I10 ayTOCOM-
HO-PEIeCCYBHOMY TUILY, 00y CJIOBJIEHHAA AePUIMTOM
asnbda-L-unypoHnnase! 1, Kak cJaeACTBIE 3TOTO 010~
XVIMMYECKOro gedeKTa, COITPOBOKIAIONIAACA OTJII0-
SKEeHMEM B JII30COMaX KJIETOK INIMKO3aMIHOIVIVKAHOB
(TAT): remapancysbgaTa 1 fepMaTaHcyabgara [1—5].
OpTronennyeckne HapyIIeHNs Pa3HON CTEIIeH) BbIpa-
SKEHHOCTM BO3HMKAIOT ITpy Beex Turax MIIC[6]. ITo Ha-
M HabaroneHnAM, HanboJiee BhIpasKeHHbIE M3Me-
HeHMA KOCTHO-MBIIIIEYHOV CYCTEMBI Yallle BO3HMKAIOT
y nanuenToB ¢ MIIC I, IV u VI tunos.

Vcropnyeckn nepseim Ob11 onncas umenso MIIC
I Tumna, oueBnaHO, KaK IIATOJIOTMA ¢ HanboJee XapaK-
TEPHBIMU, «IPKUMM» IPOABJIEeHNAMY Oose3HN. [lo3x-
Hee BBbIJIeJIeHB] €eT0 MeHee TsKeJIble aJyelbHble hop-
Mbl. Briepsrie cunnpom I'ypaep (Hurler syndrome)
ObL nipencTaBiieH B 1917 r. KaHAACKUM IIeIMaTPOM
C. Hunter, ogHako «onmcaHue He IIPUBJIEKJIO K cebe
BHMMaHUA» [1], 1 B 1919 r. HeMerKkMii meguaTp mpodec-
cop M. Pfaundler nmpensosxni aBcTpuiickoMy neaua-
Tpy G. Hurler ony0smmkoBaTh onmcasue IByX Coyda-
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eB »Toro 3aboJsieBanuusd, HabmogasIuxcs ex. Jlo 30-x
ronoB XX BeKa B JUTepaType JaHHAA IaTOJOI A Ha-
3bIBaJiach «boJsie3us Ilpayunmepa—Iypaiep», mosa-
Hee 0CTaJIoCh Ha3BaHue «cuuapoM ['ypiaep». B 1962 r.
aMepukaHcKuM oprasabmosioroM H. Scheie u coaBT.
[1] 6611 mpencrasien HOoBoI By MIIC I kak BapuaHT
curgpoma I'ypJiiep, HO ¢ MeHee BbIPaKEHHBIMU KJIV-
HUYEeCKUMIU IIpu3HaKamu bosie3un — cunapom Ileite
(Sheie syndrome). Bria BeiesieHa ellie ofHa popma
MIIC I Tuna, HazBauHaA cuaapomoM ['ypaep—IIlerie
(Hurler—Sheie syndrome) — mpomesKyTO4HaA IO T~
sxecty Teuenns popma MIIC I (onun ansesnb cuHIPO-
ma I'ypaep, BTopoit — cuazppowma Ilersie) [7]. Taxkum 06-
pazom, MIIC I Tuna gesnnrtca Ha 3 HOATUIIA: CUHIPOM
T'ypaep, cungpom Ileiie u curnpom I'yparep—Ileiie.

Hoxroe Bpewms segenne MIIC 66110 TOJTBKO CUMIITO-
MaTudecKuM. TsavKesioe, HEITPePLIBHO IPOTPEIMEHTHOE
TeueHNe IaTOJIOTUY IPUBOANIIO K CMEPTH HAIMIEHTOB
B paHHeM Bo3pacre [1].

He tak maBHo, B 1980 r., mosagBMIacCh BO3MOKHOCTD
STUOTPONHOrO JleueHusa cunapoma I'ypaep [7, 8] mpu ye-
JIOBUM €TO CBOEBPEMEHHOIO BBIABJEHUS U PAHHETO,
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JI0 BO3pacTa 2 JieT, BBIIIOJHEHNA TPAHCIIJIaAHTAIUN
TeMOIIodTuYecKux cTBoJOBBIX KJIeToK (TT'CK), obe-
cIieYMBas 3TUM BbIpaboTKY COOCTBEHHOTO (pepMEHTA,
a JIJ1d aJIJIeJIbHBIX (POPM 3a00JIeBaHNA — IIPUMEHEeHN A
IIaTOTEeHETUYECKON Tepanun — MHQPY3UM PpepMeHTOB
(dbepmenTo3amecTuTesbHAA Tepanua — P3T) [7]. Kpo-
Me TOrO, KICIIOJIb3YeTC [I0/IaBJIeHe CUHTe3a cybeTpa-
Ta IpernapaToM, COOEPIKAIMUM PACTUTEJIbHbIE BCTPO-
ress! [9]. HoBble BOBMOKHOCTYM OKa3aHUA aHECTEe3MO-
JIOTMYECKOJ [IOMOLIY, XMPYPIMHEeCKOM KOPPEKIN BO3-
HUKAIOIIVX OCJIOYKHEHNI Y CUMIITOMATUYECKOTO Jede-
HIA TIO3BOJIAIOT IIOBBICUTD KaYECTBO JKM3HN, CBA3AHHOE
CO 3ZI0POBbEM, 3a4ePIKIUBaA IIPOrpecCcupoBaHme He0b-
PaTUMBbIX U3MEHEHNIT OPTaHOB U CUCTEM. XUpPyprude-
ckoe JedyeHye y nnanyeHTos ¢ MIIC orparnumBaJjiochk
aJIeHOTOMME, IPhIXKecedeHNeM,; 10 SKM3HEeHHBIM I10-
Ka3aHMAM BBIIOJHAIN JEKOMIIPECCHUIO CIIMHHOTO MO3-
ra. Opromnenuyeckne onepanny B OCHOBHOM CBOJUJINCH
K MCIIPABJIEHNIO OCY KOHEYHOCTY ITy TeM KOPPUTUPYIO-
VX OCTEOTOMMUIL KOCTE KOHEYHOCTE TP HEKOTOPBIX

tunax MIIC u nedyeHnuio HapyIeHu PyHKIINY KMICTe-
BOTO CyCTaBa (PMKCAI[MEN B CIIEIMAbHBIX ITMHAX [1].
3a npoteaie robl I0OABUIINCH HOBbIE BO3MOKHOCTY
OIlePaTMUBHOrO JiedeHnA nu30cTo30B mpyu MIIC.

Hecmorpsa Ha To o MIIC I Tinia oTHOCUTCA K pesi-
kuM (opdpaHHBIM) 3a60JI€BaHMAM, Bpa4l, B 4aCTHOCTA
opTOoIenbl, JOJIYKHBI MMETh HACTOPOSKEHHOCTD 110 OT-
HOIIIEHUIO K HEMY.

ITenb nccaefOBaHUA: IPEACTABUTE AJITOPUTM PaH-
Helt guarHoctury MIIC I tuna, ocHOBBIBasCh Ha TaH-
HBIX aHaMHe3a, KIVMHNYEeCKUX IIPU3HAKaX B BO3PACT-
HOM acCIIeKTe ¥ B 3aBMUCUMOCTMY OT THUIIA Y IIOATUIIOB, pe-
3yJIbTaTaX MHCTPYMEHTAJIbHBIX MCCJIeIOBAHUIA U Jla-
0opaTOpPHBIX IIOKa3aTeJIell.

C 2009 r. mog HammMM HabOJOIEeHEeM HaXOOATCH
20 manuenTos (20 cemeii) ¢ MIIC I: ¢ MIIC I T'ypaep
9 mpobaHIOB (3 *KEHCKOro IoJia, 6 MysKCKOr0), 13 HUX
8 nocsie TTCK; c MIIC I T'ypaep—IIleiie 7 mpobanzaos
(6 sxenckoro noJia, 1 myskckoro rogia); ¢ MIIC I ITerie
4 mpobaHpa (3 KeHCKOro 1moJa, 1 MyKCKOTro 11oJa).

Tabn. CpoKy BO3HUKHOBEHWSA KIIMHUYECKWX 1 peHTreHonornyeckmx nprHakos MMC | Tuna (co6¢cTBEHHbIE AaHHbIE)
Table. Terms of occurence of clinical and radiological signs of MPS type 1 (own data)

ITpusHak Cungpowm I'ypiep

Cungpom I'ypaiep—Illeiie Cungpowm Ilerie

Kavnangyeckne npusHakyu

C nepBBIX MecALleB
OrcraBaHMe B pocTe

+++
bt VIamenenns yepr ¢ 1—2 jetr
20 AR
Or6paH1/meHme OTBeeHNs C 1-2 mec
enep
KoHTpaKTypEI IIeYeBHIX,
JIOKTEBBIX, JIyde3alsacT- @ il o

HBIX I KOJIEHHBIX CyCTa-

BOB
Msarkune, nedopMupoBaHHbIE
Kuetu » iepopmmp
cycTaBbl KMCTU C 1 rofa
IIomyTHeHME POTOBUIIBI C1-2 ner
Pertunonarusa u otex 3pu-
C 3 ner
TeJIbHOT'O HEPBa
I'pbIsky pas3yIMdHOM JIOKa-
JIM3auy, paclIypeHHoe C 0 mec
IIyTIOYHOE KOJIBI[O
CTeHO03 MO3BOHOYHOTO KaHa-
Jla ¥l MM€eJIONIaTUA IPY H0-
DyA C 2 ner

OSACHUYHOTIO U III€ITHOTO
oTAeJia II0O3BOHOYHIMKA

TyroyxocTs ITocse 7—8 netr

Bropnunble kapanomMuona-

I Jlo 5—8 et

OTuUThI 1 PUHUTBIL C II€PBBIX MECALIEB KV3HU

3HaYNTEJLHO HapyIIIeH

Hapyierne nHTEIIEKTA Tt

C 2—3 yer C 3—4 yer
++ +
Orpy0Onenne gept ¢ 2—3 jer  Orpy6buenne geprt ¢ 8—10 seT
+ +/-
C 2 mec C 3 mec
C1,5roga C 2,5 roga

Msrkue, runeprogBMUsKHOCTD
B Me3K(aJIaHTOBBIX CyCTa-

CrubaresbHaA KOHTPAKTypa
MesK(aJIaHTOBBIX CYCTaBOB

Bax ¢ 1,5 roma c4-5 ner
C 3 zetr C b5 ger
C 5 et C 10 set
C 0 mec C 0 mec
C 4 net C 6—10 ger

ITocse 10 jeT ITocse 10 getT

Io 10 seT sKu3HM ITocse 10 et

1 ron »Xm3HM 1 ron sKu3HM

Hapymen
f+

He napymen nnn Hapyex
He3Ha4UTeJbHO +/—

Penrtrenosiornyeckue IIPUM3HAKN

«Iucnnasus» Ta300eqpeH-
HOT'O CyCTaBa, AelleHTpa-

1115 TOJIOBOK O€IpEHHBIX 1,5 mec

KOCTel, paclieHBaeMasa

KaK «IIOJBBIBIX»

C 1lroma
ITnaTucnou s A
BBIpasKeHHa A

Hedopmanysa rpysHoM Bripaskennasa «6ouroobpas-

KJIETKU Has» qechopmanusda c 1 roga

2 mec 3 mec
C1,5roga C 3 ner
yMepeHHas yMepeHHas

«BoukoobpazHasa» nedpopma-
mus ¢ 1,5 roga

MeHee BrIpasKeHHaAA
Jedopmarms ¢ 2,5 roga

126



BecTHUK TpaBmaTonorum v optonegum nm. H.H. Npuopoea. 2018, N2 3—4

Raunnngeckue nposisinenus MIIC I tuna npencras-
JIeHbI B TAOJINILE.

MIIC I tuna, rax u MIIC VI tuna (cuanpom Ma-
poro—Jlammn), corsacHO paHHEN KJaaccuUKaIy OT-
HOCHUTCS K I'yPJIePIIOOOHBIM MYKOIIOJIMCAXaPUI03aM.
DeHOTUNINYECKN U KIVHNYECKI HO30JIOTMUM CXOIHBI,
onHako rpu cuHapoMme I'ypaep 3abosieBaHne KIMHIYE-
CKM IIPOSBJISIETCA PaHblIle, IPOTEKAET TAMKeJee, IeM
npu curgpoMe Maporo—Jlamu (mporpeccupoBaHne aj-
aenbHBIX popm MIIC I Tuna BapmabesbHO 1 MeHee Ta-
skesioe). Kpome Toro, MHTeJJIeKTyaIbHbIe HAPYIIeHN,
He xapakTrepHble aya MIIC VI, serpaskens! npu MIIC
I B orcyTrcrBHE criermndmaeckort Tepanmm [10].

Y 9 manmeHTOB OBIT OTATOINEH aHTeHATAJbHBINI
aHaMmHe3: y maTepeii 2 nanyenTos ¢ MIIC I I'ypsep
u 3 — c MIIC I T'ypaep—Illevie BoO3HMKAIA yTPO3a IIpe-
pbIBaHIA ODepEMEHHOCTH; B 6 CIydasaxX MMeJca KPyIi-
uei nuton: MIIC I Typaep (3950, 4070, 4050 11 4000 r);
MIIC I T'ypnep—IIlesie (4100 1 4300 r).

Huaraos MIIC I I'ypJsep ycTaHOBJIEH B BO3pacTe 3,
4,6,8,18 u 23 mec, y 2 mpobaHzOB B 2 rozia, B 2 roga
3 mec; MIIC I I'ypsnep—Illeiie — B BO3pacte 1 roxa,
2 jer, 2,3 roxa, 2,7 roga, 3 jer, 5,3 roxa, 6 get; MIIC I
IITeiie — B Bo3pacte 5 mec, 3,3 roxa, 8§ u 11 Jer.

IlepBbMuy npusHakamu 60Jie3HM, Ha KOTOPbIE 00-
paTuIy BHUMaHME POANTEJN, ObLIO OrpaHNYeHe OT-
BeneHus Oenep u pasrubaHNsA B JIOKTEBBIX CyCTaBaX.
Y Bcex Habmronaembrx HaMmy 60oJsibHBIX MIIC I T'ypaep
B [IePBbIEe MeCHAIILI JKM3HY OPTOIENbl NMATrHOCTMPOBa-
JIV «IVCILIIa3UI0» Ta300eJpeHHBIX CYyCTaBOB, ITOIBIT-
KJ KOHCEPBATMBHOTO JieueHUs Ob1n HedaPPeKTUB-
HBIMU, paHo (K 3—4 rogam) qedpopMUpPOBaJINUCEH ['OJOB-
KI OeJIpeHHBIX KOCTE, KOTOPbIE NELeHTPIPOBAJIICh
¥ CMeIaJINCh KHAPY KM, POPMIPOBAJIACh CKOIIIEH-
HOCTb BEPTJLYKHbBIX BriaauH (puc. 1).

Y nanuenTtos ¢ MIIC I Tumna paHo BO3HMKAIOT U3Me-
HeHJA OPraHOB 3PEHM s, Pa3BMBAETCA IVIayKOMa. ¥ Of-
Hoil marmeHTKy (1984 1. p.) ¢ MIIC I I'ypnep—Illeiie
B 19 JeT mpoBeneHO ollepaTUBHOE JeUeHMe IIayKo-
MBI C HEBHAUNTEJbHBIM 3(P(EKTOM, APYTOil ITanyieHT
(2006 1. p.) c MIIC I T'ypJiep B Bo3pacTe 2 JeT HepeHec
OIIeparIMIo I10 ITIOBOLY ABYCTOPOHHEN INIAYKOMBI C Y 0B~
JIETBOPUTEJIBLHBIM PE3YJIbTATOM.

Jlyia marnyeHTOB XapaKTepHbI YacTole 3aboseBa-
HUA IbIXaTeJbHbIX IIyTel, IMIepTPOodud aleHOMIOB,
OTUTHI [1].

K 1 rony y Hammx nanyenTtos ¢ MIIC I T'ypaep o6-
Hapy KMBaJIM OTCTaBaHME B POCTe, yCyryOJdroIiee-
cd B IIpoliecce pa3BUTHUA pebeHKa. 3aJepsKKy pocTa
¢ 2—3-JleTHEero Bo3pacTa HabJIIoga y BCceX alIeHTOB
¢ MIIC I T'ypnep—IIleitie, ¢ 7—10-nmeTHero — ¢ MIICI
ITevie. BonbmmacTBy Hanmx 6osbabIX ¢ MIIC I T'yp-
Jlep AYarHo3 OblJI yCTAaHOBJIEH B IIEPBbIE MECAIIBI $KIU3-
HI, aJutesbHble popMbl 3aboseBanud (I'ypiaep—Illeiie,
IITeiie) guarHocTMpPOBaAINCEH IIO3MHO, B OOJIBIIIVIHCTBE
cJaydaeB B Bo3pacTe 3—8 JeT.

Y Bcex nanueHToB ¢ MIIC I nmesiock pacipeHHoe
Iryrno4yHoe KoJibiio. ¥ 8 manyenTos (5 ¢ MIIC I T'ypaep,
3 ¢ MIIC I T'ypaep—Illeite) muarHoctrpoBaHa ImymIod-
HadA rpeika. ['epHnopadmsa BeinonseHa 2 getam ¢ MIIC
ITypnep, n3 Hux B 1 corydae ¢ IJIaCTUKOI allOHEBPO3a
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Puc. 1. Penrrenorpamma tasa naimenra C., 3,7 roga, c MIIC I T'yp-
snep nocse TI'CH: medopmarsa kocreii Ta3a, HapylieHne qop-
MUPOBaHNUA BEPTILYKHBIX BIIAANH, JEIEHTPAIMA IUIIONIa3UPO-
BaHHBIX TOJIOBOK 0€IPEHHBIX KOCTEI .

Fig. 1. Patient S., 3.7 years old, with MPS I Hurler. Pelvic roent-
genogram after transplantation of hematopoietic stem cells
(HSCT): pelvic bones deformity, acetabular malformation, de-
centration of hypoplastic femoral heads.

MBIILI] [IepegHel OPIOIIHOM CTEHKY B 2 roza. Y 4 60J1b-
HbIX ¢ MIIC I I'ypsiep obHapYysKeHBI IaXOBbIE I'PBIXKY,
¥ B IIEPBOM ITOJIyTOAVIV SKVI3HM IIPOBELEHO XMPYypPrude-
CKOe JiedueHNe, PEeIIIUBOB He ObLIO.

Brenranit Buz HaOJI04aeMbIX HAMY ITAIVIEHTOB JI0-
BOJIBHO TMUIIMYEH: TUIIEPTPUXO3, & B IIEPBBIE MECHALbI
SKMBHM IOABJIANNUCH celuyuecKue JIUIeBble OU3-
Mopdun: Makporedasns, BEICTyIaole JobHble 0y-
I'PBI, LIVPOKME CKYJIb], 3allaBIIIasd IePEeHOCHIIA, IUIIep-
TeJIOPM3M, KOPOTKVE HOCOBbIE XOJbI C BHIBEPHYTHIMMU
HO3JPSAMM, IIOJYOTKPBITHI POT, MAKPOIJIOCCU, TOJI-
cThble IyObl I IMIIEPIIIa3UsA JECEH.

Bce npobangas: ¢ MIIC I nmesnt MHOYKECTBEHHBIN
I130CTO3: cKadolieasnoo, rpya0NOACHUYHBIN K-
o3, pasBuBaloIMiicA Ha 2-M TOLY *KU3HM B PE3yJIb-
TaTe aCUMMETPUYHOIO YIJIOIIEHN TeJ II03BOHKOB,
Y HEKOTOPBIX IaIVIEHTOB — IIOACHUYHBIN I'MIIePJIopP-
o3 (puc. 2).

K 14-16 mec y Bcex HAIINX NalVIeHTOB C(POPMMU-
POBaJINCh BaJbryCcHBIE AedpopMaly rojeHei 1o 15°
K 5 rogam y 9 namuenton ¢ MIIC I I'ypsep u 3 na-
nuenTtoB ¢ MIIC I T'ypaep—Illeiie gedpopmanyim mo-
cturasm 27°, 10 Mepe pocTa UCIPaBIAACH n0 15°. Jle-
bopmarmii, TPeOYOIINX XMPYPTIUIECKOI KOPPEKIINI,
MbI He HaOJIIogaam.

Hawuboabiryio yrposy sxkmsuu naruenram ¢ MIIC I
IIPECTaBJIAIOT CTEHO3BI IIO3BOHOYHOI'O KaHAJIA B IIIefi-
HOM OTZeJie B CBA3Y C PUCKOM Pa3BUTUA MUeEJONa-
TUU B pe3yJbTaTe HecTabuabHocTy T03BOHKOB C 1 C |
npu fecpopmalmy 3yO0BUIHOTO OTPOCTKA. JlekoMIIpec-
CY151 TIO3BOHOYHOT'0 KaHAaJIa BBIITOJHEHA TPEM HAIlluM I1a-
nuenrtam. [larimentke B., 1984 r. p. ¢ MIIC I 'ypsep—
ITlejie mpoBeneHa NEKOMIIPeCCH A IIEMHOTO OTeIa II0-
3BOHOYHMKA B 32 rozga, nosydaer @3T c 24 ser. ITa-
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Puc. 2. Bremnnii Bug nanyesTtru 3., 3,5 get, ¢ MIIC I T'ypaep.
Poct 78 cm (HaHM3M). BhIpaskeHHbI JM11eBOi Au3MopuaM. Y cn-
JIeH K103 B IpyAoNoAcHNYHOM oTeJe. [Tynounas rpeika. Orpa-
Hy4eHne pasrubaHus B JOKTEBBIX CycTaBax o 145°, BeipaskeH-
Hble crubaTesbHbIE KOHTPAKTYPbI B KMCTEBBIX V1 MeK(PaJIaHIOBBIX
cycraBax. B Ta3obenpeHHBIX cycTaBax OTBeAEeHNE OTPAHNYEHO
0 25°, B KOJIEHHBIX CyCTaBax orpaHndeHne pasrubanms o 155°
Baussrycnas nedpopmarimsa roseneit 17°.

Fig. 2. Patient Z,, 3.5 years old, with MPS I Hurler.

Stature 78 cm. (nanism). Pronounced facial dysmorphism. In-
creased thoracolumbar kyphosis. Umbilical hernia. Restriction
of elbow joints extension up to 145°, pronounced flexion con-
tractures in wrist and interphalangeal joints. Restriction of hip
joints abduction up to 25°. Restriction of knee joints extension
up to 155°. Valgus shin deformity 17°.

mnenty b., 2006 r. p. c MIIC I I'ypaep (TT'CK B 2007 r.
B Bo3pacTe 1 rox 4 mec) B 5 u 7 JieT BbIIIOJIHEHA DTAIl-
HadA KOppeKUua KM(oTUIecKoi gedpopMannm: Iop-
caJibHaA KOPPEKIMA U (PUKCAIMA TPYLOIOACHIYHOTO
OTZeJIa II03BOHOYHYKA C LIEJIBIO IEKOMIIPECCUN IPY 0~
IIOSCHMYHOTO OTZeJIa TO3BOHOYHMKA. E1rte oqHOMY ITa-
umenty I1. (2006 r. p., ycrermnas TT'CK B 2009 r. B Bo3-
pacte 3roza 4 mec) c MIIC I T'ypaep B 7 1eT npoBeze-
HBI OJTHO3TAIIHA A JOpCcaJIbHA A KOPPEKINA U (PUKCAIA
IedopMaIy I0O3BOHOYHNKA.

CuHIPOM KapIIaJIbHOTO KaHaJa 00BIYHO OECIIOKOUT
[TAIIeHTOB B MeHbIIel crenieny: manueHt bB., 2006 r. p.
¢ MIIC I T'ypaep (nocne TTCK) B 11 jeT, maimeHTKa
¢ MIIC I ITTeiie (ua dporne ©3T) B 23 roma 6b111M OIIEpU-
POBaHBI I10 [TIOBOAY IBYCTOPOHHETO CTEHO3a KapIaJjb-
HOTO KaHaJa, Yepe3 3 Tofia Pas3BUJIC PElyINB.

Y namuentku B., 1984 r. p., ctpaznatomiert MIIC I
T'ypnep—IIleiie, Ob110 AMATHOCTMPOBAHO ABYCTOPOH-
Hee JleTeHepaTVBHOE VI3MeHEeHNe ITOOIIIBEHHOTO aIlo-
HeBpo3a — Gosiesus Jlenpnepxoze. B 29 neT Ha cone
3T, nposonumoii ¢ 24 jieT, OOJILHOI IPOBELEHO UC-
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Puc. 3. Perrrenorpamma nossoHouHuka nanmenra C., 3,7 roxa,
¢ MIIC I I'ypaep. IlnatucnoHanis, KIMHOBMUAHAA AepOpMaIiLg
[I03BOHKOB Ha BepInHe Kndosa.

Fig. 3. Patient S., 3.7 years old, with MPS I Hurler. Spinal roent-
genogram: platyspondyly, wedge shaped vertebrae deformity
on the kyphosis apex.

cedeHIIe ITOJOLTBEeHHBIX aIIOHEBPO30B 00€MX CTOII C I10-
JIO3KUTEJILHBIM dpdperTom [11].

PeHnTrenosiorngyeckast kapruna. PeHTreHosorn-
geckue npusHaky MIIC I Tuma cXOogHBI ¢ TAKOBBIMU
apu cuaapome Maporo—Jlamu [10], onHaKO M3MeHe-
HUA IPOABJAIOTCA paHbllle 4, KaK IIpaBuJo, bojee
BbIPA’KEHBI.

Ha penrrenorpammax namueHToB ¢ MIIC I T'ypaep
U3MeHeHM BbIABJIAITCA yoKe Ha IIepBOM IOy SKU3HU
Y IIPOTPECCUPYIOT B IIpoIfecce pocta pedenka. [Tpu an-
neabHbIX popMmax MIIC I uameHeHNA CXOOHBI, HO Me-
Hee BbIpa’KeHbl I BOSHIKAIOT I031Hee (puc. 3).

Jedopmanym 103BOHOYHMKA, B TOM YMCJIE IIETHO-
r0 OTJieJia, CBA3aHbI C IIJIATVUCIIOHAUJINEN U MbIITI€YHOMI
I'UIIOTOHMEN, HAKJIOHOM T'OJIOBHI KIlepeay, M3MeHeH -
€M BCeX CTPYKTYP CBA30YHOIO alapaTa II03BOHOY-
HMKA, 000JI0YEK CIIMHHOTO MO3Ta, YTO MOYKET BbI3BATh
TIOBpEXKJeHNEe CTBOJIAa MO3Ta BCJIEJCTBIUE CTEHO3a I10-
3BOHOYHOTO KaHaJa [12].
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Puc. 4. PeutresHorpamma ta3za nanymesHteu 3., 3,5 get, ¢ MIIC I
T'ypnep. Jedopmanns kocTeli Ta3a, HapylleHne (POPMUPOBAHUA
BEPTJIIY*KHBIX BIIAAVH, A€LIeHTPAINA IUIIONJIA3/POBAHHBIX I'0JIO-
BOK OeIpeHHBbIX KOCTe.

Fig. 4. Patient Z., 3.5 years old, with MPS I Hurler. Pelvic roent-
genogram: pelvic bones deformity, acetabular malformation,
decentration of hypoplastic femoral heads.

Kak npasuiio, ¥ 1 roagy y HalllMX Nal[MeHTOB Ha-
Oirromas nedpopMaIy Ta30BOTO KOJIBLIA, JIaTepaJlb-
HbI€ OTZeJIb] ObLIIV «CIaBJIEHBI»; KPBIIIIM BEPTILYKHbBIX
BIIaJVH CTAHOBUJIVICH MEJIKMMU, CKOIIIeHHBbIMI. I'0J10B-
K1 OeIpeHHbIX KOCTel «TPeYToJIbHO» AedopMupoBa-
HBI, MHOTZA (PparMeHTMPOBAaHbI, YIJIOIIEHB, IIIe/KN
BaJIbI'MIPOBaHbI, UTO IaTOTHOMOHMYHO JJI TallIeHTOB
¢ MIIC (puc. 4) [1, 6].

Junaraocrura MIIC I Tuna cxoaHa ¢ TAKOBOI CHMH-
npoma MapoTro—JlamMu 1 ocHOBaHa Ha aHaMHeCTHUe-
CKVIX JAHHBIX Y KJIVHINYECKIX IIPOABJIEHMAX [1aTOJIOTN.

IIposBnenusa quaocrosa, ycyryoJdrommecs ¢ po-
CTOM ITaIMIEHTa, BO3HMKAIOT PaHbIIIe U ABJIAIOTCA bosee
BeIpaskeHHbIMY Ipy MIIC I T'ypaep, vem mpu MIIC VI
TUIA, ¥ KpajiHe IoJIMMOPQHBI JJIA aJlJIeIbHBIX (hopM
MIIC I (puc. 5—7) [1].

Huddepenruanbubiii quarnos. Juddepenimpo-
BaTb MIIC I Tuna npuxonurcsa or MIIC IV, VI, II, IIT
u VII TumnoB, cnoHamI0snu3a pHbIX AUCIIA3UNA, APY-
I'MX JIN30COMHBIX OOoJIe3HeV HaKOIJIEHNA: MYKOJIIIV-
JI030B, MHOXKECTBEHHOJ CyJIb(aTa3HOl HeJ0CTaTOd-
HOCTY, PEBMaTOMIHOTO IIOJIaPTPUTA.

J13-3a BrIpaskenHOr0 MONMMMOPPM3IMAa KIVHNYIECKU
passmunTs il MIIC, kak npaBuio, TPy AHO, UTO Tpe-
OyeT npoBenenys Ja060PaTOPHON AMATHOCTUKM [3].

Myxoaunudos (6oae3Hsb HaKONAEHUS) TI0 PEHO-
tuny cxosx ¢ MIIC, y nereit nepsbix 10 JseT xu3HM
BBIABJIAIOT JIMILIEBBIE AVB3MOPQUM, IOMYTHEHYE POTO-
BUIIBI, OTPAHNYEHHYIO ITOJBMYKHOCTb CyCTaBOB, MHO-
SKECTBEHHBII AM30CTO3, BO3MOKHBI TPBIXKM Pa3JInd-
HOI1 JIOKaJIM3alluY, renaTocniaeHoMeraans. VimeroTea
MeHTaJIbHbIE HAPYIIEHNA, C BO3PACTOM yCYTIyOJIA0TCA
JIBUTaTeJIbHbIE N3MeHeHNA. TUIYHa aHOMAaJIA a0p-
TaJBHOTO ¥ MUTPAJBHOIO KJIalaHoB cepala. OxHako
JUI MYKOJIMIINA030B XapaKTepPHa ITOBBIIIIEHHA A DKC-
Kpelnnus CUaJINIIOJINTOCaXapuoB IPY HOPMAJIbHBIX
IIOKa3aTesAX NouedHoil skckpekuym [AT. JIumdo-
LIMTBI KPOBY, 3B€3A4aThle PETUKYJIO3HI0TEMOLNTEI
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Puc. 5. Brertanii Bupg naiuenTku P., 8 set, ¢ MIIC I ITTeize.
Poct 119 em. JInneBble nuamopdun. Y cnseH Kuos B TPy LHOM OT-
Zejie, JIOPAO3 B ITOACHMYHOM oThese. OrpaHndeHne pasrnbannsg
B JIOKTEBBIX cycTaBax 70 150°, B KMCTeBBIX U MeK(alaHTOBbIX
cycTaBax yMepeHHO BhIpasKeHHbIe criubaTesbHble KOHTPAKTYPhL.
B raz06eqpeHHBIX CyCcTaBaX OTBELEHIE OIPaHNYIEHo 10 17°, B Ko-
JIEHHBIX CyCTaBaXx OorpaHmdenne pasrubanns go 155°.

Fig. 5. Patient R., 8 years old, with MPS I Scheie.

Stature 119 cm. Facial dysmorphism. Increased thoracic kypho-
sis, lumbar lordosis. Restriction of elbow joints extension up to
150°, pronounced flexion contractures in wrist and interphalan-
geal joints. Restriction of hip joints abduction up to 17°. Restric-
tion of knee joints extension up to 155°.

(kyndepoBCKUEe KJIETKN) U TeaTOIUTLI BAKYOJIN3M-
pOBaHBI, B OMONTaTEe MKPOHOXKHBIX HEPBOB OIIpefe-
JIAIOT METaXPOMaTUIECKYI0 MIEJINHOBYIO JlereHepa-
nuio. B KysnpType prbpodiacToB 00HAPYIKMBAIOT Xa-
pakTepHbIe rpyOble BRJIIYEHNA, YTO OTJIMYAET IaTO-
Jgoruto ot MIIC [13].
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Puc. 6. Brernnii By narmenTtru T, 32 stet, ¢ MIIC I T'ypaep—IIleiie.
Poct 114 cm (HaHN3M). 3HAUNTEJIEHO M3MEHEHHbIE YePTHI JIMIIA.
Ycunens! k103 B IPYAHOM OTZEJIE, JIOPO03 B IOACHUYHOM OTe-
sie. OrpaHnyeHne pa3rubaHns B JIOKTEBLIX cycTaBax 1o 145°, B Ku-
CTEBBIX 1 MEK(AJIaHIOBBIX CyCTaBaX BbIPaKeHHbIE CrnbaTeIbHbIE
KOHTPaKTypbl B TazobepeHHBIX cycTaBax OTBe[eHe OTpaHde-
HO 710 25°, B KOJIEHHBIX CyCTaBax orpaHudenye pasrndamms 1o 170°.

Fig. 6. Patient T., 32 years old, with MPS I Hurler—Scheie.
Stature 114 cm (nanism). Marked facial dysmorphism. Increased
thoracic kyphosis, lumbar lordosis. Restriction of elbow joints ex-
tension up to 145°, pronounced flexion contractures in wrist and
interphalangeal joints. Restriction of hip joints abduction up to
25°. Restriction of knee joints extension up to 170°.

CnondunoanuguidapHas Oucnaa3us OTIndaeTcs
ot MIIC oTcyTrcTBMeM auieBoro gusMmopgusma. PerT-
TeHOJIOTMYEeCK) TUIIMYHBI 3aJePyKKa occuuKanum
ampn30B OeIPEHHBIX KOCTEN, HehopMaIm pOCTKO-
BBIX 30H B KOJIEHHBIX, TOJIEHOCTOITHBIX, KMICTEBbIX CY-
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Puc. 7. Buerunit Bug nannenteu K., 28 set, ¢ MIIC I 'ypaep. Jle-
YeHle CUMIITOMATIYECKOE.

Poct 96 cm (HaHM3M). BeIpaskeHHbI JIUIIeBON IM3MOPU3M. Y Cr-
JIeH K11(h03 B I'PY HOMOACHIYHOM OTZeJIe, JIOPJO03 B OSACHUYHOM OT-
nese. Orpannyenne pa3rnbaHnua B JJOKTEBBIX cycTaBax 1o 1507,
B KJICTEBBIX 11 MeXK(PaJIaHTOBBIX CYCTaBaX 3HAUNTEJIBHO BBIPAYKEH-
Hble crubaTelibHble KOHTPAKTYPEL B TazobenpeHHbIX cycTaBax
oTBezeHNe orpanndeHo 1o 30°, B KOJIEHHBIX CyCTaBaX OrpaHnde-
Hue pasrubannsa 1o 155°. BanbrycHaa nedopmarnsa rojgeseit 25°.

Fig. 7. Patient K, 28 years old, with MPS I Hurler. Sympomat-
ic treatment.

Stature 96 cm (nanism). Pronounced facial dysmorphism. In-
creased thoracolumbar kyphosis, lumbar lordosis. Restriction
of elbow joints extension up to 150°, pronounced flexion con-
tractures in wrist and interphalangeal joints. Restriction of hip
joints abduction up to 30°, knee joints — up to 155°. Valgus shin
deformity 25°.

cTaBaX, M3MEHEHNA B [IEHTPAX OCCUMPUKALINN, JBOA-
KOBBIITYKJIbIE TeJIa II03BOHKOB, II03:Ke (POpMUpPYyeTCs
IaTucnoHanInAg [1].

Mnoocecmeennas cyavamasdras Hedocmamou-
HOCMDb (MHOHCECMBEHHBLU cYabPamudos, mun Ayc-
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Puc. 8. Buemnnit Bup naimenta I1., 8 ser, ¢ MIIC I I'ypaep. Co-
crosuue nocye TI'CK (B 2 roza).

Pocr 113 cm (Harn3m). JInnessble auamopdun. OrpaHndeHne pasri-
0aHs B JIOKTEBBIX CYCTaBax 10 165°, B KMCTEBBIX U MeyK(aiaHro-
BBIX CyCTaBax HE3HAUNTEJIBHO BBIPAYKEHHbIE CrU0aTeIbHbIe KOH-
TPaKTyphL B Ta30beqpeHHBIX cycTaBax OrpaHNYeHNe OTBEJEHUA
110 20°, B KOJIEHHBIX CyCTaBaX OrpaHndenne pasrubanus 1o 170°.

Fig. 8. Patient P., 8 years old, with MPS I Hurler. Condition af-
ter HSCT (at 2 years).

Stature 113 cm (nanism). Facial dysmorphism. Restriction of
elbow joints extension up to 165°, slight flexion contractures in
wrist and interphalangeal joints. Restriction of hip joints abduc-
tion up to 20°, knee joints — up to 170°.

muna) cxoxx ¢ MIIC. Knuanyeckn B 1—2 roga KoH-
CTATUPYIOT OTCTaBaHME B ABUTATEJHLHOM U IICUXIYIE-
CKOM Pas3BUTUM; IIPOTPECCUPYIOT (II0 Mepe HaKoILIe-
HISA MeTaboJIMTOB) HEBPOJIOTMYECKNIE PACCTPOIICTBA,
OTCTaBaHMeE B IICUXMYECKOM Pa3BUTUM, MHOXKECTBEH-
HBIII 71130CcT03. POPMUPYIOTCA CXOMKME C TAKOBBIMUI
rpy MIIC yepTh! JinIfa, BOSHMKAIOT TJIyX0Ta, UXTHO3,
rernaTtocrvieHoMerasA. Takye IeTy pa3BUBAIOTCA Mel-
JIeHHEee POBECHMKOB, OTMeYaeTcd 3aIePsKKa peueBo-
IO Pa3BUTUA U (POPMUPOBAHMA HABBIKOB X0IbObI, O/1-
HaKO, IOMMMO CHVKEHM A (pepMeHTaTUBHO aKTUBHO-
cTu anbda-L-uaypoHngasse! B JeikonuTax nepude-
pPUYECKOl KPOBY, TUIIMYHBI HU3KaA aKTUBHOCTD ellle
6 cyJsbpaTas, mopaskeHne 6eJ10ro BelecTsa roJOBHO-
T0 MO3ra — JIEKOAUCTPO(MA 110 JaHHBIM MarHUTHO-
pe3oHaHCHOI ToMorpadun, uxTros [14].
GM1-z2anzauo3udo3 mun I (reHepai30BaHHLIN ce-
MEeJHBIN FaHIJINO03U 03, HeIPOBMCLIe PAJIbHbIN JIUINA03,
HEIOCTATOYHOCTH [-rajakro3ngassl) cxosx ¢ MIIC nn-
LIEBBIMMU IU3MOP(PUAMY (BBICTYIIAOIE JOOHbIE OyT-
PBbl, 3alIaBIIIadA IePEeHOCHIIA, DOJIbIITVIE HU3KO PACIIOO-
JKEeHHBbIe yIIIHbIe PaKOBUHBI, TUIIEPTPOUA TeCeH, Ma-
KpOIJIoCcCHUdA, IpyOble 4ePThI JINIIA); MHOXKECTBEHHbBIM
IM30CTO30M; XapaKTePHbI YacTble OPOHXOITHEBMOHUH,
renatocrieHomeranus. s MIIC I tTuna HeTunmd-
HbI XapaKTepHbIe AJIA FaHIVIMO3M03a HEBPOJIOrde-
CKJ€e CUMIITOMBI: BBIPA’KEHHAA MBIIIeYHAA AVCTOHNA
Ha IIepPBBIX MeCALlaX *KU3HY, HU3KadA aKTVBHOCTDb pe-
OeHKa, KJIOHMKO-TOHMYECKYE CYLOPOTH, PAaHO Pa3By-
BaIOLIAACHA CIIACTUYECKAA TeTPAaIlIerns, II0Teps 3pe-
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HUA U CJIyXa, CMepTh B Bo3pacTe 2—3 jeT. ['mcrosorn-
YEeCKMU B JIEHIKOIIUTAX U KYJIbTUBUPYEMbIX (pubpobiia-
CTax OIpezesseTcs aKTUBHOCTE [B-raJakTo3nuaasst [13].

Hucnaasus KHucma peHOTUNINYEeCKN IIOX0XKa
Ha MIIC ITypJsep, ogHAKO MHTEJIEKT He n3MeHeH. Poct
pebeHKa HM3KMI, MOI'yT BO3SHMKATh KM(POCKOJNO3, IV~
IIepPJIOPA03, MBMEHEHNA B CyCTaBaX: yBeJNdeHne cy-
CTaBHBIX OTJI€JIOB JJIMHHBIX KOCTE}, MHOYKECTBEHHbIE
crubaTesibHbIE KOHTPAKTYpPbL, 60J1Ie3HEHHOCTD IIPY JBY-
skeHny. RycTy ¢ AJIMHHEBIMY, MHOTZIA y3JI0BATBIMMY I1aJIb-
aMy, crubaHye B HUX OrpaHM4eHo (0CODeHHO B IIACT-
HO-(PaJIAaHTOBBIX CyCTaBaX), YTO OTPUIIATEJHHO CKA3bI-
BaeTca Ha (PYHKIMM KMCcTU. BosibHBIE HEPEKO MMEIOT
IIyIIOYHYIO M [IaXOBBIe IPBIXKI. XapaKTepHO crenydu-
YeCcKM M3MeHeHHOe «I1JIOCKOe» JIMIIO C MeJKMMU IJ1as3-
HUIIAMM M YIJIOIIEHVEM ITI€PEHOCUIIB], YaCTO BBIABJIA-
IOT paclielljieHye TBepaoro Heba, MIOINIO, KOTOpasd
MOJKeT COIIPOBOKIATHCA OTCJIONKOM ceTYaTKM, CHI-
SKeHMeM CiIyxa. VIMerTca HelIpollopIIOHaJIbHAA Kap-
JIMKOBOCTB, YKOPOYEHIe KOHEYHOCTEN 3a CUeT IIPOKCH-
MaJIbHBIX OTZEJIOB, AedpopMaly TpyO4uaTheIX KOCTels,;
PEHTTEHOJIOTMYECKY OIIPEEIIAI0TCS BbIPasKeHHA s 3a-
JlepsKKa, Jallle Io3gHee (opMMUpPOBaHNE AHepP OKOCTe-
HEHMA roJIOBOK OeJpeHHBIX KocTell. MuKpockondeckn
BBISBJIAETCS HapYIIeHVe OPraHM3alyy KOJIJIareHOBbIX
BOJIOKOH XPsAIeBOi TKaHu [1, 4].

Pesmamoudnsiii noauapmpum (PA). CycraBHoi
cuHApPOoM Ipy PA KimMHMYeCcKM MOKeT ObITb CXOK C ap-
TponaTuamu y naryeHToB ¢ MIIC: neduryparym 1 KOH-
TPaKTyPhI CyCTaBOB, CUMMETPIUYHOE ITIOpaskeHNe MeJl-
KX CyCTaBOB, [IOCTEIIEHHOE Pa3BUTHE [TOJIMHENPOIIa -
Ty, npu 9ToM aJ1s1 MIIC HexapaKTepHbI BEIPAKEHHbIN
00JIeBO CMHIPOM U ABJIEHUSA OCTPOTO aPTPUTA, BBICHI-
[IaHNA Ha KOsKe, 00pa3oBaHue y3eJKoB PeliHo, HeKpO3bl
KOKJ I yTPEHHASA CKOBAaHHOCTb. B KIIMHMYecKoM aHa-
Jm3e KpoBy ITpy PA 3HaUNTEJILHO yBeJIMYEeHA CKOPOCTh
oceaHNA SPUTPOIMUTOB, B OMOXMMIYIECKOM aHAJIN3E
KPOBY BbIABJIAIOT ITOBBIIIIEHNE YPOBHA C-peaKTVBHOTO
Oesika, ocTPOha30BbIX ITOKABATEJIEN, MHOT A [IOBbIIIIe-
HJIe YPOBHSA IIe4YeHOYHbIX (pepMeHTOB. ITo manHbIM JIy-
4eBBIX METOJZI0B JMaTrHOCTUKMY, I PA xapaKTepHBI
OKOJIOCYCTaBHOJ ocTeornopos (paHHMI npusHak PA),
9p03UM Ha CYyCTaBHBIX IIOBEPXHOCTX, MOYKHO BBIABUTD
OCTEeO0JIN3, AaHKMJIO03, II0JIBBIBMXM B IIFCTHO-(PAJIAHTOBBIX
U ILTIOCHEPaJIaHTOBBIX cycTaBax [15].

Memaguszaprsvie xondpoducnaaduu. Tun IImuo-
ma. VIHTeneKT He HapyleH. JIneBbIx Au3Mopduit
HET, HO BO3MOKHO (DOPMMPOBaHME BBICTYIIAIOIINX JIO0-
HBIX KocTell. CHUKeHMe pocTa, JedopManm HSKHIX
KOHEYHOCTe} coxa vara 1 genu varum BCJIEeICTBYE
peobJIaaoInero pocTa MaJio0epIioBOi KOCTH: IIOXO0-
Ka «PacKadyBaloIaaCa», yCUJIEH IOSCHIYHBIN JIOPI03
[1, 4]. PenTreHOoMIOTMYECKY BBIABJIAIOT YMEPEHHBIE HAa-
pylIeHus occuduralmy MetadnsoB. KoHTypb! MeTa-
(b130B CO CTOPOHBI POCTKOBOJ MJIACTVHKY HEPOBHEIE.
IIpy 3TOM KOHTYpPBI SIIKU(PMU30B He M3MEHEHBIL. ¥ KOPO-
yeHKe U fedpopMannsa IJIMHHBIX TPYyOYaThIX KOCTENL.
B mo3BoHOYHNKE I3MEHEHNUA OTCYTCTBYIOT.

Jleuenne. B HacTosAIIee BpeMs MeeTCA 1B METO-
nma neuernns MIIC I tuna. TpancniaHTamsa reMoIos-
TUYECKUX CTBOJIOBBIX KJIETOK YCIIEIITHO IIPVIMEHAETCA
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s nederns Toabko MIIC I T'ypaep ¢ 1980 r. Pepmen-
TO3aMeCTUTeJIbHaA Tepalsd IpernapaToM Jlaporngasa
(pexoMmOrHaHTHAA hopMa anbda-L-uaypoHniassl ge-
JoBeka) Briepsble npuMeHena B CIITA B 2001 r., B Poc-
cutickoit @eneparumu — B 2008 1.

Haxopgamumcea y Hac non HabaoneHneM 8 manm-
entaMm ¢ MIIC I I'ypnep Beimmosnena TT'CK B nmep-
BBIE 2 TOJia $KM3HMY, JIyUIlye Pe3yJbTaThl 10y YeHbl
npu paHo BeinosHeHHOV TT'CK (puc. 8). B 2 cayuaax
BO3HMKJIY IIPOOJIEMBI C IIPVIKMUBJIEHNIEM TPAaHCIIJIaH-
TaTa, OGHAKO BIIOCJEICTBUM BCE YK€ KOHCTATUPOBAJIN
npusxuBieHne. Cubee! B kagecTBe foHOpoB npu TTCH
OBV TOJIBKO Y 3 IALMEHTOB, B OCTAJIbHBIX CIIy4Jaax OblI
JICIIOJIb30BAH MaTePMaJ OT HEPOACTBEHHBIX JOHOPOB.

ITpumenenne 3T crasio BO3MOKHBIM OJyarosaps
OTKPBITUIO MEXAHNM3MOB IIOCTTPAHCIIAIIMOHHON MO-
IVUKAIMY U TPAHCIIOPTa JIM30COMHBIX (DEPMEHTOB.
Ha noBepxHOCTM KJIETOYHBIX MEMOPAH PACIIOJIOKEHDI
MaHHO030-6-(poccaTHBIE pellenTophl, CBA3BIBAIOIVIE
¥ TPAHCIIOPTUPYIOIME (PepMeHT BHYTPb KJIeTKI. Bee
MaIMEeHTHI C aJ1JIeJIbHBIMM (hopMaMy 3a00J1eBaHMA IT0-
ay4daroT P33T sapornaszoit moskusHeHHO. Jlo3upoBa-
HIIe IIperapaTa 3aBJYCUT OT MaCChI TeJa ITalyieHTa: Ipe-
IapaT BBOAAT 1 pas B HEJEJI0 BHYTPMBEHHO KaIleJIbHO
B o3e 100 EJl a 1 xr maccs! Testa [3]. Bossapim MIIC I
T'ypanep @3T npoBomAT Ipy HEBO3MOYKHOCTY BBITIOJN-
Henua TT'CK. IlocJe ycrenHoro npmsKMBIIeHNA TPaHC-
nnantata @3T HammmMm manueHTaMm He TpeboBasack.

JlabopaTopnas xuarsoctuka. [Ipy MIIC nponcxo-
IUT SKCKpeLns rnoukamu amyuHokucesaotT 1 AT ¢ mo4oii.
B xpoBu nHOrZ@2 OTMEUAIOT yBEJNYEH)E YPOBHA X0JIe-
CTepUHA, YMEPEeHHYIO JelKoneHuto, anemuto. ¥ 50%
OOJIBHBIX B JIEVIKOLMTAX ITePUEePUIECKON KPOBY MOYK-
HO O0HAPYKUTh 3¢ PHUCTOCTD (PMOJIETOBOTO I[BETA (IIpU
okpacke Maa—TI'pronBanbaa—I'nm3b1) — a3ypodnib-
HYIO 3€PHICTOCTb AJIbJlepa, IPEBBIIIAIONTYIO I10 BeJN-
4YyHe 3€PHUCTOCTDb BO3MHOMUIIOB. 3€PHUCTOCTD AJb-
nepa, BIIepBble onyMcaHHylo B 1937 r., paccMaTpuBaioT
Kak pe3yJsbTaT oTyoskeHns ['Al' B kireTkax kKpoBu [16].

BuoxumMmdeckas quarHocTyKa 3aKJI0YaETCs B Ka-
4yeCcTBEHHOM U KOJIMYeCTBeHHOM onpepeisieHun I'AT
MO4l, aHaJIM3€ UX CIIEKTPA U M3MePeHUN aKTUBHOCTHU
IedeKTHOTO (pepMeHTa B JIEKOIUTAX Iepudepnde-
CKOII KPOBU U ILJIa3Me KPOBMU.

JTHEK-muarsoctuka MIIC He ssBJIgeTca 005132 TeJb-
HOJI JJ151 TIOATBEPIKAEHNA NarHo3a, ¥ II0Ka3aHa B CJIy-
JafaxX HEOJHO3HAYHBIX Pe3yJIbTaTOB OMOXVMIYECKNUX
uccJe0BaHUI U C 11eJIbI0 IPOBeJeHNs A IpeHaTalb-
HOJ VIJIY ITPEVIMIIJIAHTALIOHHOM IVMarHOCTUKM B CEMbE.

Nccneporanue T'AT. ITpu MIIC I cymmapHas sKc-
Kpelus gepMaTaHCyJbgaTa U rernapaHcyJbdaTa
B MOUe [IOBBIIIIeHa, OOHAKO IIPY JIETKUX popmax 3abo-
aeBauusa (F'ypaep—Ileiie u Ileiie) HemHPOPMATUBHA.
ITenecoobpa3Ho IpoBegeHNe 3IEKTPodopesa MyKOIIo-
JIVICaXapUIOB U OIIpeiesIeHe UX CIIEKTPA.

AHaM3 aKTUBHOCTY (PEPMEHTA ABJIAETCA KJII0Ye-
BBIM 5TaIoM JlabopaTopHO nuarHocturn. Onpenesne-
HJIe aKTUBHOCTM APYIUX CyJb(aTad PEKOMEHAYEeTCA
IIPOBOANTSD IIepe] HA4aJIOM DTUOTPOITHOTO JIeYEeHNA
J1J151 VICKJIIOYEeH) A MHOKeCTBEHHOI! cyJIb(aTa3Holl He-
JOCTaTOYHOCTL.
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MouieryIApHO-TeHe TUYeCKMIL aHAJIV3 BBIIIOJIHAET-
CA JIJIA [TIOATBEPIKASHNA qUarH03a 1 BasKeH JJIA [IpeHa-
TaJIbHOV AVaTHOCTYMKY HOCUTEJIEN MI3MEHEHHOI'0 Ir'eHa.

3akmogenue. IIpu ocmoTpe pebeHKa 11epBOro mo-
JIYTOAVIA SKVUBHY OPTOIIE] PelllaeT BasKHYIO 3aady:
He IIPOILyCTUTH 00JIe3Hb HAaKOIJIeHnA. KomHndeckmii
nonuMopdu3M TpebyeT OT Bpaya IPUCTAIBHOTO BHI-
MaHMA K cortyrerBytomyM MIIC nprsHakaM: orpaHm-
YeHUIO OTBeeHNA Oelep, MHOMKECTBEHHBIM I'PBIXKAM,
PUHUTAM, TPaXeuTaM y LeTell IIePBbIX 3 MeC KU3HH,
KOHTPAKTypaM JIOKTEBBIX, [IJIeYeBbIX, Ta300epeH-
HBIX CYCTaBOB.

Kax mosxHO GoJiee paHHEe BBIABJIEHME IIATOJIOI N
II03BOJIUT CBOEBPEMeHHO Ha4aTh JeueHne MIIC, obe-
CIIEYNT CHMIKEHME PIMCKA IIPOrPECCUPOBAHMA IIaTO-
JIOTMYEeCKUX CUMHIPOMOB. [lHaMM1iecKoe HaOJI0ieH1e
crienaJjcTaMy, odcyefoBaHye C IIPYIMEHEeHUEM Me-
TOZOB (PYHKIMOHAJBHOM AVATHOCTUKM U aleKBaTHOE
KOHCEePBaTMBHOE JieUeHe ITI03BOJIAT BhIIIOJHATE OIle-
paTUBHOE JiedeHNe, BCET/Ia COITPOBOIKIAIOIIEeCs BbICO-
KM aHECTEe3VOJIOTMYECKYIM PYCKOM, HE TOJIBKO I10 BY-
TaJILHBIM ITOKAaB3aHMUAM, HO U JJI8 3aMeJIeHN IIporpec-
cupoBanua cuMnaTomMoB MIIC, 4To yIydInmT KadecTBO
SKV3HU MTaIMeHToB [17].

PerynapHo obciienoBaTh maiyeHTa € MCIIOJIb30-
BaHMEM METOJO0B JIy4eBOJ AMATrHOCTUKY JIJIS CBOEB-
PEMEHHOI0 BBIABJIEHNA HaPYIIEHNII B CIIMHHOM MO3-
re HeoOXOOUMO cpady nocJie obHapyskennsa MIIC, Tax
KaK JaHHOe IIPOsABJIeHNe 3a00JIeBaHA COITPOBOKAAET-
Cs OTPULIATEJBHO AMHAMMKOI B IIpOIlecce pocTa pe-
OeHKa, HECMOTPSA HA BOBPeM:A Ha4daTyro Tepamnmnio [18].
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