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[IaTosoruu cyctaBoB 0e3 MPUM3HAKOB BOCHAJIEHHs! JOJDKHBI BCEr1a BbI3bIBATb NMO03PeHHE O HAJIMYUM JM30COMHBIX 00se3Hell Ha-
KOIUIeHHs1, B YACTHOCTU MyKonosmcaxapuao3a. Ilpu nerkux dopmax Mykonoaucaxapuaosa I Tuna umMeHHo opronennyeckasi naTo-
JIOTHS SIBJSIETCS PAHHUM NPU3HAKOM 00JIe3HH, P 3TOM COMATHYECKHE HAPYLIEHHSI MOTYT OTCYTCTBOBATH MJIM NMPEACTABJIEHBI He-
3HAYNTEIbHO. B HacTOsIIEe BpeMsi KOHTPAKTYPBI B CYCTaBaX BbIOPAHDbI B KAYeCTBE OTIPABHOM TOYKH TMATHOCTHYECKOTO AJIrOPUTMA
o0cIe10BaHMs MAMEHTOB ¢ MyKONomMcaxapuao3oM I Tuna, KoTopslii npUMEHNM U /IS PAHHEl INATHOCTHKH BeexX (opm MyKomosm-
caxapu03a ¢ JerKuM TedeHHeM.

Karouesvte caosa: demu, mykonoaucaxapuoos I muna, cycmagnoli cuHopom, OUcnAG3us mazodedpenHo2o cycmasa, Ou3ocmos, mue-
Aonamus.

Joint pathology without signs of inflammation must always arouse suspicion of lysosomal storage diseases, mucopolysaccharidosis
(MPS) in particular. It is these orthopedic diseases in mild MPS type I, which are an early sign of the disease; moreover, somatic
disorders may be absent or present slightly. Joint contractures are currently chosen as the starting point of an algorithm, a developed
diagnostic algorithm for the examination of patients with MPS type I, which is also applicable to the early diagnosis of all forms

of mild MPS.

Keywords: children, mucopolysaccharidosis type I, articular syndrome, hip dysplasia, dysostosis, myelopathy.

YKOITOJIMCaXapyuI03bl OTHOCSITCS K TPYIIIE PEeaKUX

JIM30COMHBIX 0OJIe3HE HAKOIUJIEHUSI, CBSI3aHHBIX
¢ HeI0CTaTKOM (hepMEHTOB, YYACTBYIOIINX B KaTabOJM3-
Me MYKOTIOJIMCAaXapuaOB — TIIIOKO3aMUHOTJIMKAHOB. DTH
3a00JIeBaHUsI BCTPEYAIOTCS C TTOMYJISILIMOHHOM YacTOTOM
1 rHa 40000—100000 HOBOpOXIEeHHBIX. bone3Hp MaHU-
(ecTupyeT mociie TEpPBOro roja XKW3HM — OOpaIlamT
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BHUMaHUE 9acThle PECITUPATOPHBIC 3a00JICBAHUS, PEIIU-
JTUBUPYIOIINE OTUTHI, PUHUTHI, a0JOMUHAJIbHBIE TPBIXKH,
TYTOMOJBMUXHOCTb cycTaBoB. B Bo3pacte crapuie 2 et
TMOSIBJISIETCS YTOJIIIEHUE HO3Apeid, Ty0, MaKpOIJIOCCHUS,
3amepskKa pocta. YacTeiMM TTpU3HaKaMU OOJIC3HU CITYXaT
Makportiedars, KopoTkas 1iest ¥ TyioBuine. [ToctereH-
HO JI110 pebeHKa MpuoOpeTaeT Tpyobie yepThl (raprom-
mu3M). B 3—4 ronma pasBuBaloTCsl HapylIeHUS] KOOPIU-
HaIlW JIBVDKCHU, NU3MEHSIETCS TIOBEICHWE, TTOSIBIISICTCSI
arpeccMBHOCTb. B Oostee crapiieM Bo3pacTe BO3HUKAET
TJTyXOTa, TPOTPECCUPYIOT KOHTPAKTYPBI KPYITHBIX U MEJI-
KX CYCTaBOB, OTMEYAaeTCsl ATUITUYHBIN TMHUTMEHTHBIN
PETMHUT, TIOMYTHEHWE POTOBUIIBI, TPOTPEeCCUpPYOIIast
JIEreHepalus KJIanaHOB Cepilla, BO3MOXHO pa3BUTHE
KapauoMuoraTiuu. Yacto 3a0oieBaHNE COTIPOBOKIACTCS
3aepKKON TICUXOPEYEeBOTO Pa3BUTHSI, MHOTMIA TSIKEITbI-
MU HEBPOJOTMYECKUMM HapylieHusimu [ 1, 2].

CornacHo (epMEeHTaTUBHBIM NeheKTaM M TSKeCTH
KJIMHUYECKON CUMIITOMATUKY, BBIICISIOT 13 TUTIOB My-
KorojiMcaxapuao30B (cM. Tadnuity) [3]. BapuabenbHocTh
MYKOTIOTMCaXapuI030B OTPEAesIeTCS] TUTIOM HaKarulh-
BacMOTO CyOcTpaTa TIpM HEIOCTaTOYHOW JeTpamarii
TJTMKO3aMUHOTJINKAHOB (TermapaH-, KepaTaH-, IepMaTaH-
cynbdara u 1ip.).

Mykononucaxapuno3 | Tuna oOycioBieH Je-
GULIMTOM WM OTCYTCTBUEM aKTHMBHOCTU (depMeHTa
a-L-uaypoHunasel BeaenctBue Mytaimu reHa [DUA,
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Tab6auya. CBomHas XapaKTepUCTHKA TUIIOB MyKonoucaxapuno3os (MIIC) [3]

TeHeTHYeCKOE 3a0051eBaeMOCTh
Tun MIIC TAT Teduunt depventa Jlokyc rena HETHHECK Ha 100000
HacJaea10BaHUE
HOBOPOXKICHHBIX
MIIC I JlepMaTaHCyIbhaT o-L-unyponunasa 4p16.3 AyTOCOMHO- 0,69—1,66
(CMHIPOMBI IemapaHcynbhaT PpELIECCUBHOE
[ypaep, [yprep—
[eite, [leite
MIIC IT JlepmaraHcyibgaT MnypoHar-2-cynbdarasa Xq28 X-cuerienHoe  0,30—0,71
(cunmpom Xan-  [emapaHcynbdar
Tepa)
MIICIIIA—D  IenapaHcymbhar A: remapat N-cynbdarasza A:17q25.3 AyTOCOMHO- A:0,29—-1,89
(cunapom CaH- B: a-N-aueru- B: 17g21 peLeccCuBHOE B: 0,42-0,72
ununmo) IJIMKO3aMUHU1a3a C: 8pll.1 C:0,07—0,21
C: antetun-CoA: a-rnmuko3amunun  D: 12q14 D: 0,1
aneTuaTpaHchepasa
D: N-auerun-rimko3aMuH
6-cynbarasza
MIICIVA,B  A: Keparancynbdar A: ranakTo3 6-cyibdaTasa A:16q24.3 A:0,22—-1,3
(cunppom Mop-  XonapoutuHcyibdat — B: f-ramakrosmmaza B: 3p21.33 B: 0,02-0,14
KHO) B: Keparancynbhar
MIICV Panee cunnpowm Illeiie. [Tozke ObUIM BBISIBIEHBI Ae(ULINT 0.- L-MIypOHUIA3bl U CXOXECTh ¢ CUHApoMoM [ypriep
MIIC VI JepmataHcyibhar Axpuiicynbdaraza B 5ql1-ql3 AyTOCOMHO- 0,36—1,30
(curopom Ma- perieccuBHOE
porekc—Jlamu)
MIIC VII JlepmaraHcynbhaT f-rmokopoHKaasa 7q21.11 0,05-0,29
(cungpom Jlamu) TemapaHcynbgat
XOHIPOUTHHCYIIb(AT
MIIC X [anyponan Ianyponumaza 3p21.3-p21.2 Ectb cBeneHust

0 4 ciyyasix

Tpumeuanue. TAT — rMMKO3aMUHOTIIMKAHBI.

JIOKAJIM30BaHHOTO B cerMeHTe 4pl16.3. CHUXeHUE aK-
TUBHOCTU 3TOro (hepMeHTa TPUBOAUT K HAKOIJICHUIO
B pa3IWYHBIX TKaHSX HepMaTaH- W TermapaHcyibdaTa
1 GHOPMUPOBAHUIO TIOJIMCUCTEMHBIX HapyIIeHU. DTH
KOMITOHEHTHI TPOTEOTJIMKAHOB OKAa3bIBAIOT CTPYKTYpP-
HYIO MOJIEPXKKY BHEKJIETOYHOMY MaTPUKCY W XPSIIEBBIM
TKaHSIM, B YaCTHOCTM B CycTaBax, B KjamnaHax cepila,
a TaKXXe YJacTBYIOT B KJIETOYHOUW PETYJISIUA U KOMMY-
HUKauu. B HacTosiee BpeMsl BBIACISIOT TpU (heHOTHTITa
6osiesHu: cuHapom Iypnep (mykomonucaxapumos IH —
Tsikenast ¢popma), cuHapom llleite (Mykomonucaxapumo3
IS — nerkast dpopma) u cunapom Iypnep—Illeite (Myko-
nonaucaxapuno3 I H/S — npomexyrounas ¢opma) [1, 2,
4—6]. 3aboneBaHre UMeET ITUPOKMIT CIEKTP KIMHUYE-
CKUX TIPOSIBJICHUI, OMHAKO Bce (hOopMbI O0TE3HN OMOXU-
MMUYECKU Hepa3TMIMMBbI U XapaKTePU3YIOTCS TTPOTPecCcu-
PYIOIIIUM TeUEHHUEM.

IMpakTUdecku y BceX MallMeHTOB OTMEYaeTCs Iopae-
HUEe ONOPHO-ABUTATEIbHOTO ammapaTa. [Tpu terkux dop-
Max MyKoroircaxapuao3a I Tuia KocTHbie aedopmanu
SIBJISTIOTCSl paHHUM NpU3HaKoM 0oje3nu [1, 2, 4]. B cuy-
yae JIETKOTO TeYeHUsT B eOIoTe 3a00IeBaHUsT cOMaTHYe-
CKasl TIaTOJIOTUST OTCYTCTBYET WJIW TpEACTaBlIeHa B MsT-
Koil ¢opme (orpaHWYEHHWE TMOABMKHOCTH B CYCTaBax,
YyacThle pecrupaTopHbie 3a00JeBaHUsI, TIOMyTHEHUE PO-
TOBMIIBI, IyTIOYHAsT W/WJIW TIaXoBasl TPbIXKa) U MOpakeHne

KOCTHO-CYCTaBHOTO arlapaTa 49acTo CIYKUT TPUYUHOM
obpaiteHus K Bpauy [5]. [To naHHBIM peecTpa MyKOIIOIM-
caxapuo3sa | Tuna, 6osee 80% nauneHTOB ¢ CUHAPOMAMU
Iypnep—Llleite u Llleite B nebioTe 3aboseBaHuUs UMETU
KOHTpPaKTyphbI CycTaBoB [7—11].

Hns cuagpoma Iypaep, TOMUMO BBIpaXKeHHBIX (e-
HOTUMUYECKUX U3MEHEHUI B BUIIE TaprOMIN3Ma, XapaK-
TEPHO TTOMYTHEHHWE POTOBUIIBI, TEMaTOCTUIEHOMETAaINS,
3ajiep>KKa pocta (MakcuMalibHbIi pocT 110 cMm), yMCTBeH-
Hasl OTCTAJIOCTh, TSKeJble HeBPOJOTUYECKHME OCIIOXKHE-
HUS Y paHHUI IeOI0T KOCTHO-CYCTaBHBIX TPOSIBJICHMUIA:
TYTOITOABUKHOCTH B CycTaBax, IIIMPOKast TpyIHast KJIeTKa,
YMEHBIIIEHHWE MMOABMKHOCTU B KPYITHBIX M MEJTKUX CyCTa-
Bax, TPYAOMNOSICHUYHBIN K103 ¢ oOpazoBaHUEM ropoa.
ITpu aTOM CMHIpPOME Ha PEeHTTeHOTpaMMax 4acTo OTMe-
qJaeTcsl yKOpoYeHWe U paciiupeHne Auadu3oB TPyOUaThIX
KOCTel, yIUIoleHe W pacIIMpeHre TYypelKoro ceia,
KJTIOBOBUIHAST (popma Tes1 TTO3BOHKOB. OpToreanyeckue
OCJIOKHEHUST B paHHEM BO3pacTe TIPUBOIST K 00U 1 He-
MOIBIKHOCTH TTariieHTa [8].

IlepBbie mpusHaku cuHapoma Ileite mosBasiiOTCS
¢ Bo3pacra 3—8 siet. [locTerneHHO pa3BUBaeTCs OTpaHU-
YeHWe ABWKEHUM B CycTaBaX BEPXHMUX KOHEYHOCTEI.
HauGonee BbIpaskeHHBIMU BC€ CUMITOMBI OOJIE3HM CTa-
HOBSTCST K TIEPUOY TTOJIOBOTO co3peBaHUs. KocTHO-Cy-
CTaBHbIe M3MEHEHUsI XapaKTEePU3YIOTCS YMEHBIIeHUEM
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TTONBIKHOCTU W NechopMaImeil KUCTH 10 TUITy KOTTHU-
CTOI JIATTBI, TYTOTTOJBUKHOCTBIO BO BCEX KPYITHBIX CyCTa-
Bax. OOpaiatoT Ha ce0s1 BHUMaHWe U3MEHEHUS JTUIIEBOTO
yepera. YacTto BcTpewaeTcsl MUCTUIa3UsT Ta300eIpEHHOTO
cycraBa. [Iporpeccupyromiye crudoaTelbHble KOHTPAKTY-
DBI TTAJIBIIEB W KJICTITHEBUAHAS NehopMalisi KUCTH TIpe-
MISITCTBYIOT (POPMUPOBAHUIO JIOBKOCTH PYK M MOTOPHBIX
HaBBIKOB. CHMMeTpUYHAsT CKOBAaHHOCTH, KOHTPAKTYPHI
B KPYITHBIX W MEJKHMX CyCcTaBaX OTPAaHWUYMBAIOT OOBEM
IBIKCHUN W TIPUBOMAT K HAPYIIEHWIO MOXOAKH. [laru-
€HTBI XOIIT Ha «MbICKaX».

Hns cunnpoma [ypnepa—ILlleite, KoTOpHIi sIBISIETCS
TTPOMEXYTOUHOI (hopMmoit MyKoronucaxapuno3a | tuma,
XapakTepeH ne0roT 3aboneBaHust ¢ 3—5 neT. OTmevaercs
Typnep-nonoOHbIit  (peHoTUI: cKado-, Makpouedanus,
3alaBIliasi TEPEHOCHIIa, ITyXJIble TyOBI, MaKpOTJIOCCHSI,
penKue 3yObl, TOJICTasT KOXa; TOCTaTOYHO YacTo BCTpeda-
eTcsT TIOMyTHeHMe poroBuIlbl. [lopaxeHne IIEHTPaTbHOMN
HEPBHOUW CHCTEMBI JIETKOE WU yMepeHHoe. Temocmoxe-
HUe IucTiporiopiimoHanbHoe. C BO3pacTOM TEMITHI pocTa
CHUKAIOTCSI, TIPUBOIST K HU3KOPOCTIOCTH. YMEPEHHO BBI-
pakeHBI TYTOITONBUKHOCTD B CYCTaBaX, TU30CTO3, KUJIe-
BUIHAs TpyaHas KieTka, kKudockommos3. [Ipm peHTre-
Horpamy Ta300eAPEHHBIX CYCTABOB YACTO BBISIBIISIETCS
JIACTTIa3us TOJIOBKYU OeIpeHHoM KocTH |5, 6, 8].

PeHtreHomornyecke  TPOSIBICHUST — TTOPaXKeHUS
OTIOPHO-IBUTATEJILHOTO afiapata MpW BCeX THIAX My-
KOTIOJTMCaxapumo3a MoTydIii HauMeHOBaHUE «MHOXe-
CTBEeHHBbIN Au3ocTo3» [10, 11]. TepmuH BKIIOYaeT B ceOst
TaKWe M3MEHEHMsI, KaK aHOMaJTbHBIE (POPMBI TTO3BOHKOB
u pebep, IMUPOKUE JIOMATOOOpa3HbIe pebpa, KOPOTKUE
KITIOYUITHI, YBEJMICHHBI pa3Mep depera, YTOJIICHUE
nradu30B, TOYEIHBIC TISICTHBIC KOCTU. [MTomIasust amm-
(bu30B W TUMEpIIIa3us MepenHell YacTH Tesl TTO3BOHKOB
Ha TpaHUIIE TPYITHOTO W TTOSICHUIHOTO OTAEIOB CTI0CO0-
CTBYIOT (hOPMUPOBAHUIO TOpOa WIN TPYIOIIOSICHIYHOTO
kudo3a, a TakKe TUCTUTa3UH TOJIOBKU OeIpeHHOI KOCTH,
BaJIbTYCHOU nehopMalmy KOJEHHBIX cycTaBoB. I[lo3xke
TTOSTBIISIETCST KOMITPECCHSI CTMHHOTO MO3Ta, KOTOpast MO-
KET MPUBECTU K yrpo3e XU3HU nauueHTa [12].

Hwuskuit poct xapakTepeH sl BCeX THUTIOB MYKOITO-
ncaxapuno3a. [pu Tsokennbix popmax 3a00eBaHUS POCT
naimeHToB nocturaer 100 cm, npu jgerkux dbopmax —
160—165 cm. TTpu uccneqoBaHUM Ha MOJEISIX JKUBOTHBIX
BJTUSTHUST BOBMOXHOU TTaTOJIOTUW THTO(U3a, IMUTOBUII-
HOU Kene3bl, IMYeK W STMIYHUKOB He OBUIM TIOJyYeHBI
yOemuTenbHbIe TaHHBIE 00 YJacTWWM SHIOKPUHHOW CH-
CTeMBI B 3aJIepKKe pocTa OOJBHBIX C MyKOTIOJMCaXapy-
nozamu [13, 14].

Tunonasust anmdu30B 1 yTojieHne 1uahu3oB Cly-
KaT TUIMTUYHBIMU TIPOSIBJICHUSIMA W3MEHEHUIN BEPXHUX
KoHeuHocTel. [losiBiIsieTcsT TyromoaBUKHOCTD B TUTEYe-
BBIX, JIOKTEBBIX, JIyIe3alsICTHBIX CycTaBaX, a TaKXKe CTU-
OareTbHBIE KOHTPAKTYPHI TTATBIICB W KJICIITHEBUIHAS JIe-
(opmarius kuctu (puc. 1) [14].

BerenctBe TeHOCMHOBUAIBHOM
TJTMKO3aMUHOTJINKAHOB ~ Pa3BUBAeTCS

AKKYMYJISILIU T
KapraJIbHbIA

B MOMOLLIb TPAKTUHYECKOMY BPA

Puc. 1. CrubareibHble KOHTPAKTYPBI NAJBIIEB PYK Y NOAPOCTKA
16 ner ¢ cunapomom I'ypaep—Illeiie.

TYHHEJIbHBIN CUHAPOM, OOYCIIOBJICHHBIN CIaBIUBaHIEM
CPEIMHHOTO HepBa B 3arsICTHOM KaHaie. Heitpomatust
CHaBJICHUS Yallle BCTpedaeTcsl y JeTeil B Bo3pacTe OT 5
no 10 ner u B3pocabix. [Ipu OTCYTCTBUM JieYeHUS] MO-
KeT TIPUBECTU K HeoOpaTUMON KOHTPAKTYpe TUCTAITh-
HBIX MeX(haTaHTOBBIX CYCTaBOB, a TAKXKe K HapYIICHUIO
WU TIOTepe YYBCTBUTEIBLHOCTU TIEPBBIX TPEX IaJIbIICB
U TTape3y MBI TeHapa. K coxaneHuIo, MalneHThl peji-
KO COOOIIAIT 0 0O0JIEBBIX ONIYIIEHUSIX, TTOKa HE MPOUC-
XomuT ToTepst dbyHKIMu. KemaTeaTbHO BOBPEMS TPOBE-
CTU XUPYPTUUIECKYIO JEKOMIIPECCUIO TTyTEM PaCCeUCHMUSI
YTOJIILIEHHON nonepeyHoi cBsi3ku KUcTH [15]. Takum 00-
pa3oM, TYHHEJIbHBIN CMHIPOM KapTaJbHOI 00JIacTH, Ha-
PSIIY C TYTOTIOABYDKHOCTBIO CYCTaBOB, TIPUBOIUT K OTpa-
HUYeHUIo DYHKIIMY BEPXHUX KOHEUYHOCTEH (puc. 2).
IMpu TsoKenpIx hopMax MyKoToucaxapumosa I trma
TTopaxkeHNe CKeleTa MOXKET TTOSIBUTHCST Ha TIEPBOM TOIY
XKW3HU, Korma obpa3yercst ropd nim Kudo3 B pesysrsrare
TUTIOTJIA3UM TIepeIHe YacTh TeJl TIO3BOHKOB Ha TpaHU-
1Ie TPYIHOTO W TIOSICHUYHOTO OTHEJIOB. Y TalMeHTa OT-
MeyJaeTcsl YIUIONIeHWe W 3alalieHue TPYTHOW KIIeTKH,
YIITyOJieHUe TTOSICHUYHOTO JIOp03a, OTBUCAHUE XIBOTA,
OTIyIIICHWE TIIed BHU3 U Briepen. [Ipu croitkom Kudose

Puc. 2. CnaBienne cpeIMHHOTO HepBa Y 1€BOYKHU 5 JIeT C CHH-
npomom Iypuep.
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OTPaHMYMBAIOTCS JbIXaTeIbHbIE BKCKYPCUU TPYIHOMU
KJIETKW, CHIKAETCS XKU3HEHHAs] eMKOCTD JIETKUX, TOSIB-
JisieTcst 60JTb B CITMHE U OBICTpast yTOMIISIEMOCTb.

HexoTtopble neT ¢ MyKOIOJIMCAaXapua030M HMEIOT
ckonmo3 (puc. 3) [15, 16]. Hanuume noxkaabHOTO KO-
3a 6osiee 70° u ckoaro3sa 6osiee 40° CIIy>KUT TTOKa3aHUEM
JIJIST OTIEPaTUBHOTO BMelaTesIbeTBa. Orepaiust 1o moBo-
Iy TSKEJTBIX KOCTHBIX AehopMaliiii MOXKeT oTpeboBaTh-
csl yKe B IBYX JIETHEM BO3paCTe, XOTsI OOBIYHO €€ JIeTatoT
y MoapocTKoB [17—19].

Puc. 3. VckpuBiieHne ocH NMO3BOHOYHHMKA y /1eBOYKH 16 Jer
¢ cuaapomom I'ypaep—Illeiie.

Puc. 4. CyxeHne KpaHHOBEPTEOPAJIBHOTO NMEPexoa y MAaJbYMKa
12 et ¢ MyKOnoJIMCapua030M — YTOJIIIEHHE TBEPI0id MO3roBoi
000109k 3y00BUAHOrO OTPocTKAa C2 BCJIEACTBHE OTIOXKEHMId
[IMKO3aMHHOLIIMKAHOB.

TIporpeccupytomiast  akKKymyjasiiiusl TJIMKO3aMUHO-
MIMKAHOB T103a7u 3yOOBMIHOTO OTPOCTKA TPUBOIMUT
K Pa3BUTHUIO CTEHO3a M KOMIIPECCHUM CIIMHHOTO MO3ra
B LLIEITHOM OT/IeJie TTO3BOHOYHMKA. YTOJIIIeHe 000J109eK
CIIMHHOTO MO03Ta, HECTaOMJIBHOCTD aTJIaHTOAKCUATbHOTO
cycTaBa TIPUBOJIUT K HAPYIIEHUIO MMOXOAKW, MbIIIEYHOM
¢/1abOCTH, pa3BUBAETCSI HEYKJIIOXKECTb MPU COXPaHHBIX
MOTOPHBIX HaBbIKaX W AUCHYHKIIAS MOYEBOTO ITy3bIpSI.
dopmupoBaHKe TeTpamnapesa CIYXKHUT TPUYMHON TIpe-
XKIeBpeMeHHOI cMepTH mauneHToB [19, 20].

OcmoTp HeBpomarosiora, (PyHKIIMOHaJIbHAsl OIIEH-
Ka COCTOSIHUSI TallMeHTa, MPOBEIeHNe MarHUTHO-pe30-
HaHcHoii ToMorpaduu (MPT) 1ieitHoro otnena mo3Bo-
HOYHMKA Ha pAaHHUX CTAIMSIX MOTYT BBISIBUTH CUMITTOMBI
muenonatuu. [lokazaHMsIMU K OTNepaTUBHOMY BMellla-
teabeTBy, o naHHbiM K. K. White u P. Harmatz, siBnsiet-
csl fMaMeTp TTO3BOHOYHOTO KaHajia MeHee 14 MM niu He-
CTaOWJIBHOCTD B IIEHHOM OT/ejie MO3BOHOYHMKA Oosiee
8 MM, Jaxke Mpu OTCYTCTBUM HEBPOJIOTMYECKON CUMIITO-
matuku (puc. 4) [21].

Jucrnnazus Ta300e1peHHOro cycTaBa HepeaKo BCTpe-
yaercsl pu Mykornojucaxapuaose | Tuma. Ta3 cnaBieH
¢ OOKOB, TOJIOBKM Oejiep MajieHbKUE, YIJIOIIEHbI, UMe-
ercs coxa valga, MICTOHYEHBI 1IeHK1 OeIpEeHHBIX KOCTE.
Ha peHTreHorpamme orpeaessieTcsi KapTuHa 3aepxKKu
occuduKaly BepTAyKHOM BnanuHbl. [locTerneHHo pas-
BUBaeTcsl 00JIeBOI CUHIPOM, HECTaOWJIBHOCTb M OTpa-
HUYEHUE TIONBMKHOCTM B Ta300€IpeHHOM CYCTaBe,
YTO MPUBOAUT K BbIpAKEHHOMW MMUCIOKAIIMN TOJOBKU Oe-
NIPEHHOI KOCTU U TTIOTEpe CITOCOOHOCTH K CAaMOCTOSITE/Tb-
HOI xonp0e [22].

TTporpeccupytolne KOHTPaKTyphl B CycTaBaX HUK-
HUX KOHEYHOCTEH TPEMSITCTBYIOT (DOPMUPOBAHUIO MO-
TOPHBIX HaBBIKOB TIOUTH Y 50% neteil ¢ MyKoIoncaxa-
puno3oM | tuna. PazBuBaercst BajgbrycHas aedopmanust
B KOJICHHBIX CyCTaBaxX, a Tak>Ke TYTOIOIBMXKHOCTb U KOH-
TpakTyphl. [lokazaHuem IJisI XMpPypruyeckoro BMellla-
TEJbCTBA SIBJISIETCSl 0OJIbIIEOEpPIIOBO-0EIPEHHBIN  yTOJ
oonee 15° [17]. BaxkHO OTMETUTD, YTO KOCTHBIE MU3MEHE-
HUST TIPUBOASIT K CHUKEHUIO TTOABMKHOCTH HYDKHEN Ye-
JIFOCTHU, YTO OTPaHUYMBAET CITOCOOHOCTH OTKPHIBATH POT
M KeBathb [23].

JeTtanbHO M3YyYUTH COCTOSIHUE CYCTAaBOB M WX CTPYK-
TYpYy TTO3BOJISIIOT METOJbI JIy4eBOW AMArHOCTUKU. PeHT-
reHorpadusi IIEHHOro OTAesia MO3BOHOYHUKA U TI0SIC-
HUYHO-TPYIHOTO OTIesa MOJIKHA BBITTOTHSATHCS KaXKIble
1—3 roma, B 3aBUCMMOCTM OT KJIMHUYECKOW KapTHHBI.
KomMmnbloTepHast Tomorpadusi mo3BoJsieT OLEHUTh CTPYK-
TYpY CYCTaBHBIX TKaHEl, BBISIBJISICT HaJTMYue OCTeO(UTOB
U XpsuieBbix paspactaHuii. MPT mo3BoHouHMKa J0JIK-
Ha BBIMOJHATBCS | pa3 B 1—2 rojga ¢ akleHTOM Ha TpuU
ydJacTKa MOTeHIIMaIbHOTO CAABAEHUSI CITMHHOTO MO3Ta —
Ha 3aTBUIOYHO-IIEHHBINA, IEWHO-TPYIHOW W TIOSICHUY-
HO-TpynHOW oTnenbl. PekomeHayetrcs mpoBonuth MPT
IIEfHOTO OT/Aeja MO3BOHOYHMKA ¢ (DYHKIMOHAIbHBIMU
npobamu 1 pa3 B 1—3 rona, B 3aBUCUMOCTU OT KJIMHUYE-
CKMX U PEHTIeHOJOTMUECKUX JaHHBIX O HeCTaOMJIbHOCTU
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aTiaHToaKcuaiabHoro couneHeHus. MPT mporuBomnoka-
3aHa JIIOJISIM, UMEIOIIM KapAMOCTUMYJISITOP, KPOBOOCTA-
HaBJIMBAOIIME KIUTICHI COCYNIOB, 3JIEKTPOHHBIE WK (hep-
POMarHMTHBIE UMIUTAHTAThI CPETHETO yXa.

Kaxnomy naimeHTy HeoOxoaMMa peryJisipHas oleHKa
(YHKIIMM BEPXHUX KOHEYHOCTEN, 0COOEHHO METKOI MO-
Topuku. LIeHHBIM cTaHIAPTU3UPOBAHHBIM TECTOM SIBJISI-
eTcsl onpe/eieHUe CUIbl XBaTa U CUJIbI LIIUTIKA, a TaKXe
(byHKIMOHANBHBIM TECT ABUTATEIbHBIX BO3MOXHOCTEM
pyk. Iupoxo nmpumeHsieTcst U yabTpa3ByKOBOE UCCIIE0-
BaHMe cycTaBoB. Kakoil MeTon nccienoBaHusi BbIOpaTh,
pelraeT Bpad B KaXXJOM KOHKPETHOM CJyyae C Yy4eTOM
’Kajo0 mauueHTa, COCTOSIHUSI €ro OpraHu3Ma U Heo0Xo-
JIIMMOCTH JIeTaI3UPOBaTh UCCIIEAYEMYIO 30HY.

B MOMOLLIb TPAKTUHYECKOMY BPAYY

B kayecTBe MCHBITAHUSI Ha BBIHOCIWBOCTDH JIyYIIle
BCEro TMOAXOMUT IIMeCTUMUHYTHBIA TECT XOABOBI. IDTO
CTAaHIAPTU30BAaHHBIM TECT TIpeArnojiaraeT W3MepeHHe
paccTosTHUsI, KOTOPOe YeJIOBEK MOXKET MPONTH 10 TBEp-
JIOM, POBHOM TTOBEPXHOCTH 3a 6 MUH. TecT TOKEH TPo-
BOIUTBCS BCETAA B OMHOM U TOM Xe Mecte. Vcmomb3ye-
MBbl€ XOAYHKH WJIK OTOPBI CIEMYET 3aT0KYMEHTUPOBATh.
OHM JTOKHBI TTPUMEHSITHCS TIOCTOSTHHO TIPY TIPOXOXKIE-
HUU TECTOB.

W3meHeHnst B cyctaBax y JeTeil MOTYT OBITb IMPO-
SIBJICHWEM pa3HBIX 3a00JIeBaHMIA, TP 3TOM Yallle BCETO
OOJTbHBIE OOpAaIIaroTCs K JETCKUM DPEBMAaTojioraMm, Op-
TorienaMm, xupypram. [Iporpeccupylomme apTpaaruu
M KOHTPAKTYphl CYCTaBOB 0e3 MPU3HAKOB BOCTAJIECHUS

Cxema. JIMarHOCTHYECKHI AJITOPHTM JIETKUX (DOPM MYKONOIMCAXapUI030B [24]

KoHTpaKkTypbl
cycTaBoB?
OA
C poxpageHuna? |« » [MporpeccupytoT?
JA l

OA CnabocTb, MUanTuu, JA | UcknounTs

Ucknountb
»| MOBbILIEHWNE YPOBHSA nonu/nepmaTommosnT
apTporpmMnos nnm
MbILEYHbIX GePMEHTOB?
Apyrne
HacneacTBeHHble
OA
3abonesaHua »| PYBOCTb KOXKHbIX »| Ucknounts
2
MOKPOBOB: CKNEPOAEPMUIO
N
fABHOe BocnaneHue? AA
! » Mcknountb apTpuT
MoKpacHeHue, OTeK, BbINOT?

HET

A 4

OA

[lpyrve npusHaKu BocnaneHuns?
Jlnxopagaka, nosbiweHune CO3,

yBennyeHve AH®, 6o1b cooTBeTCTBYET
cTeneHn CKoBaHHOCTK, oTeeT Ha HIMBIM

l HET

AHanuns TAT B moye

A

AHann3bl HeAOCTYMHbI?

MoBblWweHWe nan natonornyeckoe

JA

Cnegytowiue npusHaKm? OA

pacnpegenenue FAl?

OA

A4

— MomyTHeHWe porosuLpbl

— lMyno4yHaa nam naxosas rpbixa

— Wymbl B cepaue

— 3anACTHbIN TYHHENbHbIN CUHAPOM

— Peunausupyiowme n/mnm
NNOP-HbeKummn

> Uckntountb MIMC

!

AHanunsz IDUA nan

apyrux bepmeHTOB

Ipumeuanue. IDUA — a-L-unyponunnasa; AH® — antunykieapusiii ¢pakrop; HIIBIT — HecTeporaHble TPOTUBOBOCIANINUTEIbHBIE TIpenapa-

Tbl; TAl' — rMIMKO3aMUHOTJIMKAHBI.
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Bawaxmaose H.JI. u coasm. TlopaxeHne KOCTHOI CUCTEMBI Y OOJIBHBIX ¢ MyKOIOIMcaxapuao3oM I tumna

JTOJKHBI BCET/a BBI3BIBATh MOMO3PEHNE Ha HATM4YWeE JIU-
30COMHBIX 0OJIe3HEH HAKOIUIEHUsI, B YaCTHOCTU MYKO-
roJmcaxapuao3a. B mepByto ouepenb, TaKUX MalleHTOB
HeoOXOaMMO HarnpaBuTh K reHeTuky [24]. IlposeneH
ompoc cpeart 60 peBMaTOJIOTOB M IETCKUX PEBMATOJIOTOB
B CeBepHoit AMepuke u EBpore, u3 kotopsix MeHee 20%
Bpayeil JMArHOCTUPOBAIM TPU3HAKU MYKOITOJTMcCaXapy-
nmo3a | TMma Wiy HampaBWIM TALIMEHTOB JUTS TPOBEIe-
HUSI YTUTYOJICHHOTO JMATHOCTUYECKOTO OOCIIeIOBaHMS.
Tonbko 9% pecrnOHIEHTOB yKa3aiu, YTO B UX MPaKTHKe
BCTpEYaINCh ClIydand MyKoronucaxapumnosa | tuma, 13%
COOOIIMIIN, YTO BO3MOKHO OHU BEJW MAIIMEHTOB C TaH-
HBIM 3a00JIeBaHMEeM. AHAIN3 Pe3yJbTaTOB 3TOTO OIPO-
ca TIpUBEJI K CO3MaHUIO JMAarHOCTUIECKOTO ajTopuTMa
o0cenoBaHusT OOJILHBIX MyKoOIoaucaxapumo3om | tura
(cM. cxeMy). OH TIpUMEHUM U TSI paHHE! TMarHOCTUKU
Bcex (hOpM MYKOTIOJIMCAaXapuao3a ¢ MITKUM TedeHUeM
[24, 25].

KoHTpakTypsl B cycTaBax BbIOpaHBI B KayeCTBE OT-
MPaBHOM TOYKM aJITOPUTMa, TaK KaK OHU SIBJISTIOTCS paH-
HUM CUMIITOMOM JIETKHX (OPM MYKOIIOJMCaXapuao3a.
ITpu I0BEeHUJTLHOM PEBMATOMIHOM apTPUTE «CHHOBUAITb-
HBII BBITIOT» MOXET OTCYTCTBOBaTbh, OJHAKO y TAallMeHTa
OTPENENISIOTCA MPU3HAKKM BOCIAJTUTETHLHON aKTUBHO-
CTU B KPOBU M, BO3MOXHO, Jiuxopaaka. Torma Kak To-
paxkeHUe CyCTaBOB MIPU MYKOITOJIMCAXapUI03aX HUKOTIA
He COMPOBOKIAETCS YTPEHHE CKOBAHHOCTBIO, TTOBBITIIE-
Huem COD, NelKOIMTO30M, YBEJIUYEHUEM WMMYHOJIO-
IMYEeCKUX MapKepoB, Ha PeHTreHOrpaMMax HeT Tpu3Ha-
KOB 3PO3UBHBIX TTOPAXKEHUIA.

PaHHSA TOcTaHOBKA IMArHO3a MYKOTIOTMCAXapumI03a
I Tuna HeoOXxonMMa TSI ONTUMU3ALUM PE3YJIBTATOB Jie-
YeHUs TTAlIMEHTOB M3-3a TIPOTPECCUPYIONICH TPUPOIBI
3abosieBaHMsI. PazpaboTraHbl METOMBI Teparuu, KOTOPbIe
VAYYIIAIOT Ka4eCTBO XU3HU peOeHKa M YMEHBIIAIOT MTPO-
rpeccupoBaHUe OOJIe3HMU.

IManyenTamM ¢ Mykomoymcaxapuao3oM | Tuma mpo-
BOAWTCS TpaHCIUIAHTALMSl KOCTHOTO Mosra. [Ipu cuH-
npoMe [yprep TpaHCIIAaHTAIIMIO OCYIIECTBIISIIOT B BO3-
pacte nmo 2,5 mer. TpaHCIiaHTamys KOCTHOTO MO3ra
BeJET K YMEHBIIEHWIO pa3MepOB TMEYEHU U CEJIe3eHKH,
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