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MeTtoaoJiorust

MeTOIlBI, HCHIOJIBb30BaHHbIC I cﬁopa/ce.ﬂelculm A0Ka3aTeJIbCTB

JlokazarenbHOM 0a30i 11 pEeKOMEHIAIINI SIBJISIOTCS TTOMCK B JICKTPOHHBIX
0azax namHeix PubMed wu Medline. [lanHple KIMHWYECKHWE PEKOMEHIAIMH
MOJITOTOBJICHBI Ha OCHOBAaHWH MEKIYHAPOJIHBIX KIMHHYCCKUX PEKOMEHIAIUN O
JUArHOCTHKE M TaKTUKE BeIACHHS MyKomnojucaxapumosa, tuma VI (MPSVI),
pa3pabOTaHHBIX TPYMIION IKCIEPTOB MO MyKomoincaxapuaoldy VI Tuma, a Taxxke
0030pa myOIuKauil KIMHUYCCKUX UCCiIea0BaHui. [ TyOnHa Mmoucka cocTaBuia 5

JCT.

MeTopl, UCIOJIb30BaHHKIC JJIS OLCHKH KAadeCTBa M CHJIbI JOKa3aTEJIbCTB:
OIICHKA 3HAYMMOCTH B COOTBETCTBUU C PEUTMHTOBOM CXEMOM JIsi OLEHKU CHIIBI
PEKOMEHIAlM: MeETa-aHAJIM3bl BBICOKOTO KayeCTBa, CUCTEMAaTU3UPOBAHHBIC
0030pbl paHIOMU3UPOBAHHBIX KOHTPOJIUPYEMBIX UCCIEAOBAHUN C HU3KUM PUCKOM
CUCTEMAaTUYECKUX OIIMOOK. YpoBeHb JokazarenpHoctd 1++ -1+, Cuna
pekomeHaanuii oreHuBanach o Oxkcdopackor mkane - Tum A. s oreHkH
KauecTBa, CWUJbI  JOKa3aTeldbCTB U (OPMYJIHUPOBAHUS  pEKOMEHAAIUH

WCIIOJTb30BaJICSI KOHCEHCYC IKCIIEPTOB.

WNupukaroper nodpokadectBeHHOl npakTuku (Good Practice Points-GPPs)
0a3upoBaIUCh HAa KIMHUYECKOM OMbITe paboyeidl Tpynmbel MO pa3paboTke

PEKOMEH TN 1.

OKOHOMUYECKUM aHalmu3 MW TyOnukamuu 1o (PapMakodIKOHOMUKE HE
aHaJTM3UPOBAINCH. Banmunuzanus pekoMeHaanuil Oa3upoBajiach Ha BHYTPEHHEH
DKCIIEPTHOU OLICHKE. KommenTapun, IIOJIyYECHHBIE OT JKCIIEPTOB,
CUCTEMATU3UPOBAINCh W OOCYXJAIHCh TMpeacenaTeseM W wWieHaMu pabodeit

rpyninsl. [IpoexT pexkomeHaanuii ObuT peleH3UpPOBaH HE3aBUCUMBIMU SKCIIEPTaAMHU.

JIns okoHYATEILHOM pPeIaKIMK M KOHTPOJIS KauyeCcTBa PEKOMEHIAIMHN ObLIN

MOBTOPHO MPOPELIEH3UPOBaHbl WICHAMH padouyell Ipymibl, KOTOPbIE MPUILIM K



BBOOY, YTO BCC 3aMCYaHUA MW KOMMCHTAPHUHU IIPHUHATBI BO BHHUMAHHUC, PUCK

CUCTEMATUYECKUX OIMOOK MpHU pa3pad0TKe pEKOMEHIallUii CBEJIEH K MUHUMYMY.

OcCHOBHBIC PCKOMCHAAIINH, YPOBHH JOKA3aTCIIBHOCTU MW HHIHUKATOPLI
I[06pOKa‘IeCTB€HHOI>'1 IMPAaKTHUKNU TIPUBOIAATCA 110 XOAY HM3JIOKCHUA TCKCTA

PEKOMEH TAINM.

BBICOKOTEXHOOTMYHAsT TOMOIIb OOJBHBIM C MYKOIIOJIMCAaxXapua030M THIIA
VI npenycmarpuBaeT HaJIMYMe MOArOTOBIEHHOIO Bpaya B 00JaCTH IUarHOCTUKU U
JedyeHusi OOJNBHBIX C JTAHHBIM 3a00JIEBAaHMEM, 3HAHUE UM MOOOYHBIX 3(PPeKToB
TE€panuu U METOJIOB UX KOPPEKIHH, MOATOTOBIEHHOTO CPEIHEr0 MEIUIIMHCKOIO
IIEPCOHAJNIA, BO3MOYKHOCTb BBIIIOJIHEHHMSI KOHTPOJIBHBIX TECTOB, TEXHOJIOTUHU

BCIIOMOTATEJIbHOW TEPAIIHH.

Onpenesnenue

Myxkononucaxapugo3 tuna VI (MIIC VI), uzBectHbIil Takke Kak CUHAPOM
Maporo-Jlamu, Ha3BaHHBIM TaKk IO UMEHAM BIIEPBbIE OMHUCABIINX €ro B 1963 roay
Bpaueid Mapoto u Jlamu, - 3TO nM30COMHasi OOJIe3Hb HAKOIUICHMS, BbI3BaHHAs
CHW)KEHHMEM  KOJMYeCTBAa WM  HapymieHueM  QyHkuuum  (epmenta  N-
areTmirajakro3aMun-4-cynedarasel  (apwicynbdarazsl B (ASB)), kotopas
MPOSIBIIICTCSI B B MOCTENIEHHO YCWJIMBAIONICHCS 3a7ep>KKe pOCTa, MPUBOISIICH K
KapJIMKOBOCTH, BBIPAKEHHBIM CKEJIETHBIX JePOopMaIusix, JIMIEBBIX AUCMOPUSX,
OOCTPYKIIMM BEPXHHUX JbIXAaTEJIbHBIX IMyTEW, MATOJOTHH CEPACYHO-COCYIUCTON
CUCTEMBbI, MAPEHXUMATO3HBIX OPraHoB (renaTocIjieHOMeranus), rjia3 (moMyTHEHUE
POTOBHIIBI), CAyXa (TyroyXxocTh). Y OOJbHBIX OOBIYHO HAOIIOJACTCS HOPMAIbHBIH
untesekt. [lo Mepe mporpeccupoBaHusi 3a00J€BaHUSI MAIUEHTHl CTAHOBSITCS
MPUKOBAaHHBIMU K WHBAJIMIHOMY KpECly BCJIEIACTBHE MOPAXKEHUSI CYCTaBOB,
CEPICYHO-COCYAUCTON MATOJIOTUH, CIETOTHI WJIM KOMIIPECCUU MO3BOHOYHMKA. T.0.
3a00JIeBaHUE COMPOBOXKIACTCS CHUKEHUEM KauecTBa >KU3HHU, U COKpAIICHUEM

CpOKa >KM3HH.



Kox MKB-10

E76.2

NUaAEeMHOJIOTUS

Yacrtora Bo3HukHOBeHUsI MIIC VI cocrtasnger or 1 Ha 238 000 mo 1 ma 1
300 000. Ha ocHoBaHMM JaHHBLIX O YaCTOTE€ BO3HUKHOBECHMS CUUTACTCS, UTO B
CIIA npoxwuBaer ot 50 mo 300 mamueHToB U 0K0JIO110000JBbHBIX B Pa3BUTHIX
ctpaHaX. CeJeKTUBHBIN CKPUHUHI TMOMYJSLMU BBICOKOTO puUcKa B bpazunumn
nokasai, 4to 19% nanuenToB ¢ Mykonoiucaxapuao3zoM crpaganu MIIC VI. Xots
MIIC VI He cBA3BIBAIOT C ONPEAECICHHBIMU STHUYECKUMU TPYIIIAMHU, PETHOHOM
s dexTa ocHOBATENSI MPEANOTOKUTEIHLHO CUUTAIOT ceBepHyto [lopryranuio unu
bpazunuro.

ITHOJIOTUA

I'er VI tuna mykomnonucaxapuao3a (ARSB - arylsulfatase B) kaptupoBan Ha
JUITMHHOM TLIeYe XpoMocoMbl 5 B yuyactke (11-q13, umeer amuny 206 kunobas u
COJIEPKUT 8 AK30HOB. ['eH apuiicynbdaTa3bl B Kogupyer oJHOMMEHHBIN (DEPMEHT,
KOTOPBIM OCYILIECTBIISIET TUAPOJIN3 CysbhaTHON rpynnbl N-ameTuiragiakTo3aMuH-
4-cynwdara, AepMaran cynbdara U XOHIpOUTUH-4-cynbdara. Apuicyibparaza B
cocTouT U3 492 aMHHOKHUCIOT U UMEET MOJIeKyJisApHbIi Bec 47 kDa. Myranuu B
rede ARSB BenyT k pazsututo MIICVI.

JIHK-nuarnoctuka 3a0osieBaHus oKas3ajia, 4YTo OoJiblliasg 4acTh MyTaluui y
POCCUNCKUX OOJIbHBIX SIBJISIIOTCSI HOBBIMHU, CPEAM KOTOPBIX 4Yallle BCTpEYaeTCs
myTarust R152W (okoso 1/3 narueHToB).

Tun HacnenoBanus 3a00J1€BaHUS ayTOCOMHO-PEIIECCUBHBIH.

IIaTorenes

MIIC VI xapaktepusyercs BpOXKIACHHBIM AePUIIMTOM apuicyibdarassr B
(ASB), oaHoro wu3 mnATH (DEPMEHTOB, HEOOXOIUMBIX [UJIl PACIICTUICHHS
nepMmaTtaicyiabdara -  BaXXHOTO  KOMIIOHEHTAa  COCJIMHHUTEILHONW  TKaHU.
HepmartancyabdaT CONEPKUTCS B COSTUHUTEIIBHOM TKAHU Pa3HbIX OPraHOB, B TOM

qUCJIC KOXH, CyXO)KI/IJ'II/II\/’I, KPOBCHOCHLIX COCYJO0B, JbIXaTCIbHBIX HyT€I>’I 151



KJanaHoB  cepaua.  I[locTtemeHHoe — HAKOIJIEHWE  MPOAYKTOB  pacraja
nepMaTaHcyiab(dara B JIM30COMAaX BCEX KIETOK MPUBOIUT K HEOOPATHMBIM
MOBPEXICHUAM KJIETOK M TKaHEH U, COOTBETCTBEHHO, K AUCHYHKIIUHA OPTaHOB.

MIIC VI mnposiBisercss TOJbKO Yy TAIMEHTOB C TSXKEIBIM JSPUIIUTOM
dbepMeHTaTUBHON akTUBHOCTU apwicyinbdarassl B (06bryHo Mmenee 10% ot
HUOKHEH TpaHUIbl HOPMBI). Y HOCHUTENeW OJHOrO0 AaHOMAaJbHOTO —ayliens
COXpaHSETCS JOCTATOYHAsl aKTHUBHOCTh (epMeHTa, MO3BOJSAIONMAs W30eXKaTh
IIPOSIBJIICHUI 3a00JI€BaHHUS.

Kaaccudpukanus
Bergenstor ase (opMbl O0JIE3HH — JIETKYIO U TSKEIYIO.
Kinununveckass kapTuHa

MIICVI otHOoCsT K 3a00eBanusiM ¢ ['ypiiep-11o100HbIM (PEHOTUTIOM.

bonbubiM ¢ «I'yprep-nogoOHbIM» (HEHOTUIIOM CBOMCTBEHHBI BHEIIHUE
cnenuuynbie npu3Hakd. OOBIYHO OHU TMPOSIBISIOTCA 3aJEPKKON  pPOCTa,
JUCTIPONIOPIIMOHAIBHBIM ~ CTPOEHUEM CKejleTa (KOpPOTKHE TYJOBHUILE U  IIes,
JUTMHHBIE KOHEYHOCTH), TpyObIMM YepTaMu JUIAd, KOCTHBIMU JedopManusiMu
(xudo3bl, KU(POCKOIMO3bI, BOPOHKOOOpPa3HbIe AchOpMallUM TPYIHOW KIIETKH),
TYTOIOJIBMXKHOCTBIO KPYITHBIX U MEJIKUX CyCTaBoB. Hapsigy ¢ 3TuM oTmedaroTcs
MaKpOTJIOCCHUS, TIOJIHbIE TyObl, THUIEPTEIOPU3M TJia3, 3alaBlliee TMEePEeHOCHE,
nuctpodus 3yOHON AManu, Kapuec, TenaToCIyICHOMEraiusl, yloYHble U MaX0oBO-
MOIIIOHOYHBIE TPBDKH, TUIIEPTPOPus TUMEPOUTHOTO TIIOTOYHOTO KOJblia. TunuyHa
MaToJOTus I[EHTPAJIbHON HEPBHOW CHUCTEMBbI (CHU)KEHUE WHTEIUIEKTa, 4YacTo
JIOBOJILHO TPy0O€), OpraHoB 3peHusi (MOMYTHEHUE POTOBHIIBI, IJIayKOMa), ClIyxa
(TYroyxocThb pa3M4HOM CTETEHM), a TaKKe cepAlla, COCyA0B (HEIOCTaTOYHOCTh
KJIAllaHOB CcepIla, TUmepTpoPuuecKas KapaAUOMUOMATHs) U OPOHXOJIETOYHOU
CUCTEMBI (arHOe, CUHYCOOpPOHXOMaTUu ¢ 00pa30BaHMEM OOMIBHOTO KOJIMYECTBA
CIIM3UCTO-THOMHOTO OTAEJISIEMOTO).

Hapywenue pocma. Cungpom MapoTto-Jlamu OTIMYaOT KapJIUKOBBINA POCT.

[Ipu ObicTpo mporpeccupyronmx (opmax 3a00eBaHHs, MPOTHO3 pocTa KpaiHe



HEONTUMUCTUYEH: BO B3pOCJIIOM BO3pacTe MallMeHThI JOCTUTatoT He O6omee 95 - 100
cM B BeicoTy. [Ipu MeajaeHHOM pa3BUTHM 3a00JE€BAHUS POCT MOXKET JOCTHUTaTh
HIDKHEN TpaHuIlbl HOpMBI U cocTaBiATh 140 - 150 cwm.

Anomanuu ckenema. KIMHUYECKM aHOMAJIUU CKEJIETa MOTYT OBITh 3aMETHBI
C POXICHHS - 9TO JTOPCOTOMOApHBIA KH(03 B pe3yibTaTe MepeaIHeH THIOIUIA3HH
T€J TO03BOHKOB. YacThIMU MpU3HAKaAMU SIBISIOTCS KU(PO3, CKOJINO3, YBEIUUCHHBIN
MOSICHUYHBIN JIOP/I03 M CUJIbHBIE 00yin B crinHe ClielyeT y4YUThIBaTh U CTapaThCs
n30ekaTh MOBPEKICHUS CIIMHHOTO MO3Ta B pe3yJbTaTe HeCTAOMILHOCTH IEPBOTO
U BTOPOTO IICHHBIX MO3BOHKOB IMPHU JUCIUIA3UU 3YOOBUIAHOTO OTpocTKa. Kpome
TOro, aHomanusi (opMbl TeJl MO3BOHKOB (YIUIOLIEHHWE, MPOrud Haszaa) MOTyT
MPUBOJUTH K CAABJICHUIO CHUHHOMO3TOBBIX HEPBOB.

HabGmrogatorcs Hegopa3BUTHE Tas3a, TUCIUIA3Us TOJOBOK O€IPEHHBIX KOCTEH
W BaJblyCHOE TMOJIOKEHUE IIeiku OeapeHHoit koctu. IIporpeccupyromiue
cru0arenbHble KOHTPAKTYPHI MAJIBLEB (CUMITOM «KOTTHCTOW JIANbl») MPUBOJAAT K
CHIDKCHMIO TMOJBWKHOCTM KHUCTM M TOYHOM MoTopuku. CrubarenbHble
KOHTPAKTYpbl JIOKTEBBIX, OCAPEHHBIX M KOJEHHBIX CYCTaBOB MPUBOMIT K
CHUKEHUIO OOIIel MOJIBUKHOCTH M HApYIICHUIO X0Ab0bl. CITOCOOHOCTH K XOh0€
MMOCTEIICHHO CHM)KAETCSA M IIOSABISIETCA ‘“XOXKIEHHME Ha Iaiaplax’ . B KoHedHOM
UTOT€ B PE3yJbTaTe MAaTOJOTUH KOHEYHOCTEW M MO3BOHOYHMKA MAIMEHTHI MOTYT
OBITh MPUKOBAHBI K HHBAJIUTHOMY KPECITy.

BceTpeuaroTes aHoManiuu rpyaHOM KJIETKH, YTO HETaTUBHO CKa3bIBACTCS HA
JBIXaTeIbHOU (PYHKITUH.

TepMUH «MHOXECTBEHHBIA JU30CTO3» HCHOJB3YETCS ISl  ONUCAHUS
nedopmaruii ckenera narueHToB ¢ MIIC VI, BoisBisieMbIxX nipu peHTreHoTrpaduu.
TakumMu W3MEHEHUSMH MOTYT OBITh: 3a0CTPEHHBIE MeETaKaprajibHbIE KOCTH,
JUCIIa3us TOJIOBKU Oenpa, AeeKThl pa3BUTHUS Tell MO3BOHKOB, IIMPOKUE pedpa,
KOPOTKHE HEPOBHBIEC KIIOUYHIIBI.

Anomanuu JIOP-opzanoe u Ovixamenvnou cucmemsl. Haxomienue

INIMKO3aMHWHOITIMKAHOB B POTOIJIOTKE MW AbIXATCJIBbHBIX IIYTAX BMECTE C



TUMAYHBIMU JIMIEBBIMU TUCMOPUSAMHU (BKJIIOYasi TUIIOIUIA3UI0 CPEIHEeW 4YacTu
JUIA U aHOMAaJIWM 3yOOB) MPUBOJAT K YBEJIMYEHUIO MUHIAIMH M aJCHOUJIOB,
CY’KEHUIO Tpaxeu W OpOHXOB, YTOJIIEHUIO HAATOPTAHHUKA U TOJOCOBBIX CBS30K,
YBEIMYECHUIO S3bIKA, OOCTPYKIIMHM BEPXHMX JbIXaTelbHbIX NyTei. Kak mpaBuio,
HAOJIOJAIOTCSL TIOCTOSIHHBIE TYCThIE BSI3KHE BBIACICHUS W3 HOCA, XPOHUYECKUE
PUHHUTBL.

V¥ nauuenTtoB ¢ MIIC VI yacto HabmtogaeTcst moTeps ciayxa.

[ToMmuMo OOCTpyKLMH AbIXaTENbHBIX IyTed, y mauueHtoB ¢ MIIC VI
OoTMeYaeTcsl JIerouHblii (pudpo3. Hebompinas 1 ManonoaBuKHas rpydHasi KIETKa,
KH(O3, CKOJIMO3 W 3HAUYMUTEJbHBIA MOSCHUYHBIA JIOPAO3 SABISAIOTCS (haKTOpamu,
IpepacroiaralouMMy K pa3BUTHIO JIETOYHOTO (hrudpo3a.

OOCTpyKIIMsI  BEpPXHHUX JIBIXQTENIbHBIX IMyTE€H YacTo NPHUBOJUT K
OOCTPYKTUBHOMY arHO? BO CHE. KIMHMYECKHMH MPU3HAKaMU SIBISIETCS POTOBOE
JbIXaHWe, Xpam, arHod? U OeCHOKOWHBbIM cOH. Pexxe — JHEBHas COHJIMBOCT,
CHW)KEHHE MPUOaBKU B BECE U OTCTaBaHUE B (PU3NYECKOM Pa3BUTHH, MOBBIIICHHUE
JABJICHUS B JIETKUX U JIETOYHOE cepaue. B pesynprare 0€CrOKOMHOr0 CHa MOTYT
HaOJII0JaThCSl TPYITHOCTH ¢ OOYUYEHUEM U MOBEJECHUYECKHE OTKIOHEHUS.

YacTble NMHEBMOHMHM MOTYT OBITh BBI3BaHbI NOBBIIICHHON CEKpeuuen Hu
3aCTOEM CEKpEeTa AbIXaTENbHBIX IYTEH.

Anomanuu cepouya. Y mnamuentoB, crpagarommx MIIC VI wgacro
BCTPEYAIOTCS AaHOMAJIMM CepJla, KOTOpble MHOTAA CTAHOBATCA NPUYUHON
JETAIBHOIO MCXoAa. Pa3BUTHE CepIeYHON HENOCTAaTOYHOCTH Y IIallMEHTOB,
CTPaJal0IIUX MYKOIOJIUCAXapUJ03aMH CBSI3aHO C AHOMAJIbHBIM HAaKOIUICHHEM
nepMaraHcyibdara B CcepAlle U KpPOBEHOCHBIX cocyaax. HaOmromaercs
IIPOTrPECCUPOBAHNE CEPACUYHON HEAOCTATOYHOCTHU C BO3paTCOM. CUMIITOMBI CO

CTOPOHBI Ce€pAlla MOTYT BKJIOYaTh clienytomiee. [lepBbIM CUMITOMOM
nopaxkenuss cepana npu MIIC VI sBasercss mnporpeccupyromas MaTOJIOTHUs
KJIAaITaHOB cep/ilia (CTEHO3 W/WUJIM HEI0CTaTOYHOCTh). boJiee BhIpaxkeHO MmopaxeHue

MUTPAJIBHOTO H aOpTaJbHOI'O KJIIAaIlaHOB, OAHAKO, MOI'YT 3aTparuBaTbCia BCC



KJ1ananel cepua. Hanbosnee yacTel peryprurtaius Ha MUTpajibHOM Kianane (96%),
TpexcTtBopuatoMm kjnamnane (71%) wu aoprambHoM kinamane (43%). CreHos
MUTPAJIBLHOTO U A0PTAJIbHOM KJIAIIAHO BCTpeYaeTcs y 7% MaluueHTOoB.

V mammentoB ¢ MIIC VI gyacto ormeuarorcs anomanuu Ha DKI'. Hanboiee
YacThle U3 HUX: CUHYCOBas TaxUKapAus, OTKIOHEHUS 3JIEKTPUYECKON OCH cepala
BIIPABO U BJIEBO, YBEJIMUCHUE TIPEACEPIUIA.

CucremMHass THIEPTECH3UST MOXKET OBITh COIYTCTBYIOIIUM 3a00JE€BaHUECM.
['MnepTeH3usi MOKET Pa3BHBAThCS B CBS3U C CYXEHHUEM aOpThl WIH IOYEUHOH
apTepUH WIH XPOHUYECKOW MEPUOTUYECKON TUITOKCUEH.

Kapaunomuonarust npu MIIC VI peaka u He curtaercst XapakTepHOU 15t

3a00JIeBaHUA.

Hopasicenue  opcana  3penusa.  HapymeHue — 3peHUsT  sBISETCS
pacrnipocTpaHHeHbIM U Habmomaetrcst y ~40% mamuentso ¢ MIIC VI, npu stoMm y
15% OO0NBbHBIX UMEETCSI TOJILKO CBETOBOCHpPHUATHE. BOJBITMHCTBO MAIMEHTOB —
JATbHO30PKHE.

VY mammentoB ¢ MIIC VI npeBanupyet nomyTHeHUue poroBuilsl (95%, B 38%
U3 KOTOPBIX HapYyIICHUE XapaKTEepU3yeTcs Kak Tsokenoe). Tspkenmoe moMyTHEHUE
pPOrOBULIBIM  YTOJIIEHUE POTOBULIBI MOXKET CJelaTb HEBO3MOXKHBIM OLEHKY
BHYTPUIJIA3HOTO JIABJIICHUS U BU3YAIN3ALMIO CETYATKU U 3pUTEIBLHOIO HEPBA.

Perunonatus Bctpeuaercs peaxo npu MIIC VI no cpaBuennro ¢ MIIC I n
I, omHakO OTMeYaeTcss y HEKOTOPBIX MalleMHTOB. MoryT HaOmroAaThCs HOYHAs
CJIETIOTa WU Ocia0JIeHue 3pEeHusl.

VY 50% namuentoB ¢ MIIC VI orMedaercst OTEK OUCKa 3pUTENBHOTO HEPBA
cimaboit u cpeaHedl TsbkecTu, a arpodus 3puTeabHOoro Heppa — y  15%.
DKcKaBalMs AUCKA 3pUTEILHOTO HEPBA CBA3aHA C MOBBIIICHHBIM BHYTPUIJIA3HBIM
napiieHreM. OTeK 3pPUTEIBHOTO HEpBa MOXET OBITh CBS3aH C TMOBBIIICHUEM
BHYTPUUYEPENHOTO JIaBJICHUS, HAKOIUICHHEM TIJIMKO3aMUHOIIIMKAHA B HEHpOHaX
3pUTEIBLHOTO HEPBA, KOMIIPECCUEH 3pUTEILHOTO HEpBa WJIM YTOJUIEHUEM TBEPION

MO3TrOBOI 000JIOUKH B MECTE €T0 MPOXOKICHUS.
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[loBbIieHHOE BHYTpUTIJIa3Hoe JnaBiieHue yacto (50%) Bcrpewaercs y
nanueHToB ¢ MIIC VI, ogHako yToseHue poroBoi 0OOJIOYKH MOXKET JaBaTh
JIO’KHO BBICOKHE 3HaueHHs. [1oBbIllIeHHEe BHYTPUIIIA3HOTO JABICHUS MOXKET OBITH
CBA3aHO C CYKEHHMEM yrja TNepeAHedl KaMmepbl HWPUAOUMIHAPHOW KUCTOU
(3aKpbITOYTOJIbHAS  [JIayKOMa) WM OTJIOXKEHUEM TJIMKO3aMHHOTJMKaHa B
TpaOEKYJSIPHBIX  KJIETKaX ¢  OJIOKMpoBaHHOW  oOpaTHOW  aOcopOimeit
(OTKPBITOYTOJIbHASL TJAyKOMa). Y HEKOTOPBhIX MAal[MEHTOB, y KOTOPBIX paHee
OTMEYaJOCh MOBBIIIEHHOE BHYTPHUIJIA3HOE JABJIEHUE, OHO HOPMAJIM30BaJIOCh
MOCJIE IEPECATKHA POTOBUIIBI.

Cumnmombol, C6A3AHHBIE C UEHMPATbHOU U nepughepuuecKkoil HepeHou
cucmemoiui. I'maponedanus, MopaxeHue CHUHHOTO MO3Ta U KOMIIPECCHOHHbBIE
HEWpONATUU SIBIIAIOTCA CaMbIMH YacCThIMU HApYLIEHUSIMU CO CTPOHBI HEPBHOM
cuctemsbl y nauueHToB ¢ MIIC VI.

VY 001BHBIX TOKYMEHTUPOBAHBI TAKUE YaCThle HEBPOJOTUUYECKHE aHOMAJIHH,
KaK CHHJIpPOM 3aIsICTHOTO KaHajia M ruapouedanusa, Oonee peaKkd Takue
HapyIlIeHUsl, Kak IepBUKaJIbHAs MHUEJONaTUs C HECTaOWJIbHOCTBIO TEPBOTO U
BTOPOrO IIEWHBIX TO3BOHKOB WJIM KOMIIPECCHEW CHUHHOTO Mo3ra. (OOBIYHO
MalueHTaM ¢ TaKuMHU aHOMAIMSIMU JIMarHO3 CTaBUTCSI HECBOECBPEMEHHO, B
CJIEICTBUU YETO HE BOBPEMSI HaA3HAYAETCA JICUECHHUE.

Cunopom  3anscmuoco xanwana (C3K)  BbI3bIBacTCI  KOMIIPECCHECH
CPEIMHHOTO HEpBa B Pe3yJbTaTe HAKOIUICHUS TJIMKO3aMUHOIJIMKAHOB B CBSI3KE,
YACPKUBAIOIICH CYXOXHWIMA  MbIII-crudaraeneii. Cunapom ycyryomusercs
nedopmanmeit kocteit B obsactu 3ansictbs. [laruentsr ¢ MIIC VI penko akTuBHO
KATYIOTCSI Ha XapakKTepHble OO0JIM W TMAapecTe3ud, OJHAKO MHOTHE W3 HHX
VKa3bIBalOT HAa CHUMIITOMBI, €CIIM MM 3ajaTh mnOpsmoil Bompoc. [lpu
ANEKTPOPU3UOIOTHUECKUX UCCIEAOBAHUAX Y OobpinHcTBa nanueHToB ¢ MIIC VI
oTMeuaeTcs nporpeccupytomuii neyctoponauit C3K, 3auactyto B TsoKesou Gpopme.

Cooowarowascs  euopoyegpanus.  Cuutaercs, 4YTO  TOBBIIIEHHOE

BHyTpuuepenHoe nasieHue y mnanueHTtoB ¢ MIIC VI BbI3BaHO yToONIeHHEM
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TBEPJIOH MO3roBOM OOOJOYKM M JIUCPYHKIHMEH apaxHOUIAIbHBIN TpaHyISIUHN.
Jlurano3 cooOmaromelics TuaporedarTuu 1Mo pe3ylbTaTaM KOMITBIOTEPHOU
tomorpaduu unu MPT yacTo 3aTpyJHEH, TTOCKOJIBKY PACHIUPEHHE >KEIyJI0YKOB
MOKET OBITh CBA3aHO C arpoduedl KOpbl TOJIOBHOTO MO3ra, MO3TOMY MOKET
notpedoBaTecs npsimMoe usMmepenue apasienuss B LHHC. Tunuunbele npuszHaku
OOCTPYKTHUBHOTO THpoledalny, TaKhue Kak ToJIOBHbIE 00U MO yTpaM, pBOTa U
OTEK 3pUTEIIBHOTO HEPBAa HA TJIA3HOM [IHE 3a4acTyK0 OTCYTCTBYIOT, XOTS Y
HEKOTOPBIX MAIMEHTOB MOXKET OTMEYATHCS PE3KOE YXY/IIICHUE 3PCHUS.

Komnpeccuonnasn  muenonamus. Ilporpeccupyromas KOMIIPECCUOHHAs
MUEJIONATHSI MOKET 3aTparuBaTh CIMHHOM MO3r nanueHToB ¢ MIIC VI Ha pa3Hbix
y4acTKax, XOTsd 4Yalle BCEro MopaxkaeTcs euHbld oThen. I[IpuunHOM 3TOM
MATOJIOTUH MOKET OBITh MPOTPECCUPYIOIIEE HAKOTUICHHE TIIMKO3aMUHOTIIMKAHOB B
TBEPJIOM MO3roBOM 00O0JOUKE W TMOJJIEPKUBAIONINX CBA3KaxX, KU(POCKOIHMO3 U
KOCTHBIM CTEHO3. MI3HaYaIbHO KOMIIPECCUOHHAS MUEJIONATUS MOXKET IIPOSBIISITHCS
B BHUJI€ IPOBOJHHUKOBBIX CHUMITOMOB IpU HEBPOJIOTUYECKOM OOCIEeI0BaHUH,
OJIHAKO TO3KE Pa3BUBACTCS CJIA0OCTh B HMXKHUX KOHEUHOCTSX M, BIOCIIEIICTBUH,
CracTU4ecKas Maparierus Ui KBaJpUIUIeTHsl.

JAnarnocruka.

Bpau Mo’XeT 3amofo3puUThb MYKOIOIMCAXapUL03 HAa OCHOBE KIMHMYECKUX
IposBeHMIT. Y OONIbHOTO peOeHKa MO>KeT HaOMIOaTbCA CHUKEHHAs CKOPOCTD
pocTta, rpybble YepThl nuia, AedopManyua CKeleTa, dacTble MHQEKINN BepXHUX
IbIXaTe/IbHBIX IyTeil, yBeTMYeH)e TIeYeHI VM Cele3eHKM, CKOBAaHHOCTb B CyCTaBax,
rpyObie Bosochl. IloBbllleHMe YpPOBHSA ITIMKO3aMMHOITIMKAHOB B MOYe MOXKET
yKasblBaThb Ha MYKOIIOJMCAXapyuio03. BbIABIEHHBIN METOLOM TOHKOCIOMHON
xpomarorpadun mim 371eKTpodopesa IMOBBIIIEHHBI YPOBEHb AepMaTaHCyIbdaTa
ycwiiBaer mnopospeHnme Ha MIIC VI, ogHako MOryT uMeTb MECTO

JIOKHOITO/IOXKUTE/JIbHBIE U JIOJKHOOTPULATE/IbHBIE PE3Y/IbTAThI. MCCTIG)IOB&HI/IG
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IINKO3aMUHOI/IAKAHOB B MOYe IPUMEHsETCS [UIA BbIABJIEHUS Ial[M€HTOB,
nogo3putenbHeix Ha MIICVI, wu nang  MonutopuHra 3¢(EeKTHBHOCTH

(depmenTo3zamemtaromield Tepanuu.  OOpasubl HU3KO KOHLIEHTPUPOBAHHOW MOYU
IPEICTaBIISIIOT CYILECTBEHHYIO npobiemy Ui aHaJIM3a YPOBHS
[NIMKO3aMUHOTIIMKaHOB, W mnamueHTsl ¢ MIICVI Moryr ObITh NpOmyIIEHHI,
HOCKOJIBKY JIepMaTaHCyIb(aT He SKCKPETUPYETCS B OOJIBIIUX KOJIMYECTBAX.

OKOHYATeTbHBII AMAaTHO3 OOLIYHO CTABAT NPU OOHAPY>KEHUM CHM>KEHHOI
akTMBHOCTM ¢epmeHTa ASB <10% oOT HIOKHeNl TpaHUIBI HOPMBI B
Ky/IbTUBVMPOBAHHBIX (PuOpobIacTax WM M30NMMPOBAHHBIX JIEMKOLMTAX. AHanN3
MOJ/DKEH IIPOBOANUTDCSA IIPU HAMMYUM KIVHNYECKUX ITOKAa3aTe e, YKa3bIBAOLIMX Ha
MIIC VI. Opnnako, bpykc u coaBropsl (2005) coobumnm o mamyeHTte 6e3 SABHBIX
KHWYecknx npusHakos MIIC VI u co cnaboit gepmatas-cynbdarypueit, AByMs
MYTaHTHBIMU amienaMyu ARSB ¥ KaTaluTU4ecKoll aKTMBHOCTbIO ¢epMeHTa ASB,
KOTOpas cOCTaB/sAna 5% OT HVDKHEN T'paHMIbI HOpMbl. OHY NPEAIIONIOXKNIN, YTO
3TOT CITy4ail MpefCTaB/UT co00I IpyUMep TpaHMIIbI KIMHIYecKoro crnekTpa MIIC
VL

AHalIM3 aKTUBHOCTH (pepMeHTa SABIISICTCS KIIFOYEBBIM ATAIloOM JIabopaTOpHOU
nuarHoctuku. OmnpeaeneHne akTUBHOCTH JIPYTHX CyJlibdaTa3 peKOMEHAYeTCS s
UCKJIFOYEHHUS MHOXKECTBEHHOM CyJib(aTa3HON HEAOCTATOYHOCTH, YTO HEOOXOIUMO
CIeNaTh, MPEXJIEC YeM HauaTh TEPaIuIo.

MonekynspHo-TeHeTHUeCKU aHau3 MyTanuii B TeHe ARSB moarsepxmaer
JIMarHo3 U 0C000 BaXKEH JIJIsl BBISBJIICHUSI HOCUTENEH 3a00IeBaHUs C MOCTIEAYIOITUM
X MEIUKO-TEHETUYECKUM KOHCYJbTUPOBAHUEM U MPEHATAIbHOW JUATHOCTUKOW.
Nnentudukarus MyTtanuii HauMHaeTcs ¢ 3abopa obOpasna JIHK mammenta, muis
MOJIYYeHHS] KOTOPOTO UCTIOIB3YETCSl KPOBb JINOO CIIFOHA. BONBIIMHCTBO MyTalui y
naiueHToB ¢ MIICVI moryt OBITh BBISBICHBI C TOMOIIBIO CTaHAAPTHOTO

cekBeHupoBanus (mociie BoiaeneHust JITHK ncnonb3yroT nmoaumMepasHyro IENHYIO
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peakuio JJs TOro, 4ToObl aMIUTM(PUIUPOBATh KOJUPYIOIIYI0 00JIacTh TEHa;
Kaxapld nosrydeHHbi [IL[P-mpogykT 3arem mnoaBepraeTcss CEKBEHHPOBAHHIO;
nocienoatenbHocTh JIHK rena ARSB mammeHTa cpaBHHBAIOT ¢ pedepeHCHOMN).
3apyOexxHble MCCIe0BaHMs MoKa3zanu, 4To B reHe ARSB BBISBISIOT MUCCEHC U
HOHCEHC MYTallUH, JeJICIINU, HHCEPIUU, MyTallul caiToB crualicudra. Hanbonee
YacTBIM aJliesieM sIBisgeTcs aienb ¢ myraiuei €.629A>G (p.Y210C), xoTopsiii
HaxomaT y 18% manuentoB. Kpome Toro yacto Bcrpevarorcst myrtaiuu €.1151G>A
(p.S384N) — 12,4% mnammentoB; €.944G>A (p.R315Q) — 11,4% mnanueHTOB.
OcranbHble MyTanuu coctaBisitoT 10% cinydaeB. HekoTopbie MyTanuu HE MOTYT
ObITh OOHAPY>KEHBI C OMOILBIO CEKBEHHpOBaHUs. Eciu MyTanuii He 0OHapyKEHO
B ByX ajuiensax reHa ARSB, To pekoMeHyeTcsl MpOBECTH MOUCK JENeIHil reHa ¢
UCIIOJIb30BaHUEM Takux meToqoB kak MLPA, IIIIP B peanbHOM BpeMeHH WU

CEepUIHON CPaBHUTEIILHOM T€HOMHOW THOPUAN3ALINH.
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Anroputm nuarnoctuku MIICVI nipencraBiieH Ha cxeMme.

Kmunmaeckoe monospenne vHa MIICVI: ckenetHsie
aHOMAJIMH U JIMIEBOH (DEHOTHII

!

3abop moun jans uccienoanus ['Al': mepas
YTPEHHSIS OPLHS MOYM NPEATIOUYTHTEIbHA,
XPaHUTh 3aMOPOKEHHOI

'

Ecnu BeIBIEH AepMaTaH cynb(aT ¥ MOBBILICH
yposenb ['Al mepeiitu k ceyromemy 3tamy

'

3ab0p KpoBHU TS HCCICI0BAHUS
aKTHBHOCTH (hepMeHTa

'

BrisiBnena Huzkas aktuBHOCTH hepmenta ASB
Hckimouer MHOXKeCTBEHHBIH JeQHIHT CynbhaTas
ITyTeM HCCIEI0BAHNS aKTHBHOCTH IPYTUX CyIb(aras

!

MonexymnspHO-TeHETHIECKOE TeCTUPOBaHNE MyTaluii B rene ARSB:
WnenTuduxanys AByX NaToreHHBIX MyTaIH (0 OHON OT KaXKI0T0
poauTens)

Cxema. Anroputm auarHoctuku MIICVI.
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HuddepeHnnanbHblii AMarHo3 MPOBOAUTCS C CUCTEMHBIMH CKEJIETHBIMU
TUCIUIA3USAMH U IPYTUMU JTH30COMHBIMU OOJIE3HAMU HAKOIIJICHUS.

Tak mereit ¢ MIICVI oT GOJNBHBIX CO COHAMIOATU(GU3APHON TUCIIIA3UCH
OTJIMYAeT OTCYTCTBHUE XapaKTEpPHBIX JUIsI TIOCIEAHEH PEHTTEHOJIOTHYECKUX
W3MEHEHUH TPyOYaThIX KOCTEH M MO3BOHOYHHWKA, a TAKXKE HAJIMYHE TPYOBIX YepT
JIMIA ¥ TIATOJIOTUY BHYTPEHHHUX OPraHoB (TeMaTOCIIICHOMETaHs).

Tunuunsiii qyigs MIICVI IN'yprep nonoOHbIM (heHOTUTT XapakTepeH Ajis psiaa
Oone3nerd HakorieHus. Hanpumep, mykomununo3 |IB thnma wnmeer BHemHee
cxonactBo ¢ MIICVI, HO mpu 3TOM 3a00JIeBaHUM OTCYTCTBYET IOBBIIICHHAS
MoYevHasi SKCKPEIUs MTMKO3aMUHTJTUKAHOB.

Jlns meteit ¢ MaHHO3UI030M, B oTiiare oT MIICVI, THIUYHEI BRICOKHE WITH
CpellHHe TMoKa3areian (HU3UYECKOTO Pa3BUTHS, OTCYTCTBUE TYTOIOJBUKHOCTH
CyCTaBOB, TOMYTHEHHUS POTOBUIIBI U TPyOOE CHIKEHHE HHTEIUIeKTa. B moue y
ATUX OOJIbHBIX HOPMAIBHOE COJICPIKAHUE TIIMKO3aMUHTJIMKAHOB.

Ecmu nmanuenty nocrasien auarHo3 MIIC VI, u y Hero ectp OTCTaBaHHE B
YMCTBEHHOM pPa3BUTHUM, TO OTO [JOJDKHO BBI3bIBATH MPEAMNOJIOKEHUE O
MHOXECTBEHHOM Jneduiute cynbdaras. ClenyeT HCKIIOYUTh MHOKECTBEHHBIN
neduiut cynbdaras myTeM omnpenesieHUs] YpOBHS aKTUBHOCTH JIPYyrux (EpMEHTOB
U3 TPYIIIHI Cyib(aras.

Huddepennmanpuplii  auar€Ho3  cleayeT  IOPOBOAUTH  Takke  C
mykomnoaucaxapugo3zamu | u |l tunos. Ilpu MIICIlI HaGmrogaroTCs TUNHYHBIC
y3€JIKOBO-TIBITYJIE3HbIC BBICHIIIAHUS HA KOXE€ U OTCYTCTBYET IIOMYTHEHUE
poroBuilsl, onpenensercs aehunut depmenta unyponarcyiabdarassl. Jns MIICI
XapakTEepPHO TPHUCYTCTBHE B Mode ¢pakiuud renapadcyibdara, dYero He
Haomomaercs npu MIIC VI, a takxke nedunurt pepmenta anbba-L-ugyponniass.

Jleuenue
Hcnonvzosanue depmenmozamewaroniei mepanuu. Harnazum

(galsulfase) — mepBoe chenuaabHO paspaboTaHHOE (HePMEHTO3aMEIIAIONICE
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JIEKapCTBEHHOE CPEJICTBO, MPEAHA3HAYEHHOE U 0JJOOPEHHOE /IJIsl JICUCHHS OOJIBHBIX
¢ VI tunom mykononucaxapumaosa (cuaapomom Maporo-Jlamu). [IpousBoacTtBom
U paclpoCTpaHEHHEM MpernapaTa 3aHUMaeTcs ¢apmaleBTUYecKas KOMIIaHUs
BioMarin («buomapuny», CIIIA). Harna3um 3apeructpupoBan B CIIA u crpanax
EBpocoroza B 2005 u 2006 romax, coorBercTBeHHO. B Poccum mpemnapar
3apeructpupoBat 15.07.2009 roaa; peructpannonusiii Homep: PJIC 005730/01.

3apyOexHble KIMHUYECKUE UCCIIeI0BaHus Mperapara npoaeMOHCTPUPOBAIIU
ero 3¢ GEeKTUBOCT, W TO3BOJWIM pa3padoTaTh HanboJiee ONTHMAIBHYIO 03y,
KoTopas cocTaBuia 1 mr/kr maccel Tena [7]. Harmasum BBOAWTCS BHYTPHUBEHHO,
MeIJeHHO (B TeueHue 3-4 4YacoB) C MEPUOJUYHOCTHIO 1 pa3 B Hememo,
noxkuzHeHHo. dopma BeImycka npemnapata: d¢iaakoH 5 mi; 1 mu cogepkut 1 mr
AKTUBHOT'O BEIIECTBA.

[TongpoOHO OPUTOTOBIEHUE pAcTBOpa MJisi BBEACHUS OMUCAHO B JIUCTKE-
BKJaJblllle K mpenapary. Hariazum He COIEpKUT KOHCEPBAHTOB U MOJJIEHKUT
HEMEJICHHOMY BeJleHUI0. ET0 Helb3s BBOJUTH BMECTE C APYTUMHU BEILIECTBAMU 10
onnou nuHuu. Ilocne pasBeneHus (HU3NONIOTHUECKUM PACTBOPOM B TAKETE ISt
nH(}Yy31ii, BECh HEUCIIOIB30BAHHBIN MpenapaT U pacXoHbIE MaTEPHAIbI MOJICKAT
YTUIN3ALIY.

Hoxkazano, uro Harnmasum ymydmiaer y OOJNBHBIX C CHHApoOMOM Maporo-
Jlamu mokaszatenu TecToB 12 MUHYTHOM XOABOBI U TPEX MUHYTHOTO MOABEMA IO
nectHuile. Tak, MOYTH Yy TOJOBUHBI MarueHToB (48%), MOTydYaBIIMX BBEJCHUE
Harnasuma B TeueHue 24 Heaenb, yBeJIUYWIACh JJIMHA MPOXOAUMON 3a 12 MUHYT
JUCTaHIMU; a 48 HEJeab JSUCHHUS YKCJIO TaKMX MAIlMEHTOB IMOBBICHIOCH 10 64%.
NnenTuuHble pe3ylbTaThl [OJYyYEHbl MpPH aHAJIU3€ [OKaszaTeleil  Tecra
TPEXMHUHYTHOTO ToabeMa 1o JiecTHUile: y 38% OONBHBIX YIYUYIIMIUCH OTU
roKasaTenu nociie 24 Heaenb Je4eHus, B TO Bpems Kak 54% - mocne 48 Henenb.
Hapsany ¢ sTuMm B mpolnecce JIeUEHHUs] 3apErUCTPUPOBAHO TAKXKE 3HAUUTEIIBHOE

CHM)KCHHE ITOYCYHOU OKCKPCIIUHU INIMKO3aMHWHOITIMKAHOB.
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Ilepen BBeneHHMEM Ipenapara CIEAYET OLICHUTb COCTOSHHUE IbIXATEJIbHBIX
NyTe M CHUCTEMbl JbIXaHUSI MallMeHTa. PEKOMEHIyeTCS OTJIOXKUTHb BBEICHUE
Harnazuma nanueHTaM € OCTPBIMHM JIMXOPAJOYHBIMU WM PECHHUPATOPHBIMU
3a0oneBanusiMd.  [Ipemeaukanuio  aHTUTUCTAMUHHBIMM — TIpemapataMu ¢
YKAPOIOHMKAIOIMMU WM 0€3 HUX peKoMeHayeTcs nmpoBoauTh 3a 30 - 60 MuHyT
JI0 Hayaja BJIMBAHUS, YTOOBl YMEHBUIUTH BEPOSITHOCTH PEAKIIMM, CBSI3aHHBIX C
BBEJICHUEM Iperapara.

ITockoneky y manumentoB ¢ MIIC VI wacro ciiydaercss amHO3 BO CHE,
AHTUTMCTAMUHHBIE MPEMAPATHI, BBI3BIBAIOIINE COHIMBOCTh, MOTYT IMOBBICUTH PUCK
anmHon. PexoMeH1yeTcs ucnoib30BaTh aHTUTHCTAMUHHBIC TIpenapaThl, KOTOpbIe HE
obOnamaroT cematuBHBIM d(dexkroMm. I[Ipu BBenenuum Harnasuma mnanueHTam,
KOTOpbIE BO BpEMsS CHA TOJYYarOT JOMOJHHUTENbHBIA  KHCIOPOJ  WIIU
HCKYCCTBEHHYIO BEHTUJISALIMIO JIETKUX, 3TU CPEACTBA JOJLDKHBI OBITH HAaroTOBE BO
BpEMsI BJIMBAHMSI.

Hecmotpst Ha nmpemeaukaiiuio, B npoiecce Tepanuu Harnazumom, Takxe Kak
MpU JICYEHUU APYTUMHU (PepMEHTO3aMENaIOIUMU MperapaTaMmu, 3apeTuCTPUPOBaH
psia mobouHbIX peaknuii. Cpeny HUX HanboJee YacThIMU SIBISUTHCH: JIMXOPAJIKa,
03H00, TOJIOBHAsI 0OJIb, apTpairusi, pBOTa, 00JIM B OPIOIIHOW MOJIOCTH U YIIax,
Kaieab, OpOHXOCIa3M, OCTAaHOBKA JbIXaHUS, KpalUBHUIIA, aHTHOHEBPOTHYECKUI
OTEK, TMOBBIIICHUE WA CHIKEHHE apTEepUATIbHOTO JABJICHUS. XapaKTEPHO TaKKE
oOpa30BaHUE aHTUTEN K Mpenapary.

Ppeakuuu, cBsizaHHbIE C BIMBAHHMEM Ipenapara, pazBuBaroTcs y 30 u3 55
MalKUeHTOB, KOTOPhIC MoJydayin Harnazum Bo Bpemsi KIIMHUYECKUX UCCIIEI0BaHUM.
CuMnTOMBI OOBIYHO WCYE3aJH MPU 3aMEJICHUU WU NMPUOCTAaHOBKE MH(PY3UH, a
TaKXKe BBEJACHUU  JIOTIOJHUTEIbHBIX AHTUTMCTAMUHHBIX  IPEnapaTos,
YKapOTIOHMKAIOIINX U, HWHOTJAA, KopTUKocTepounoB. Ilocnemyronue BiIvWBaHUs
Harmasuma BBINOJNHSAIMCH € MEHBUIEW CKOPOCTBIO UM CONPOBOXKIAIUCH
JIOTIOJITHUTENIPHBIM MPO(UIAKTUYECKUM BBEJICHUEM AHTUTUCTAMHHHBIX CPEICTB.

[Ipy BO3HMKHOBEHHMH OoJyiee TSDKENBIX peakluuid, MOXET MOTpeOoBaThCA
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poUIAKTHIECKOE BBEJECHUE KOPTHUKOCTEPOUAOB 3a 12 — 18 yacoB 10 BBeACHUS
Harnasuma.

Cumnmomamuueckan mepanusa. boibHBIM ¢ cuHApOMOM Mapoto-Jlamu
1eaecooOpa3Ho Ha3HAUCHHE IIMPOKOTO CIIEKTpa MEIMKAMEHTO3HBIX CPEJICTB:
HOOTPOMOB, CEPACYHO-COCYAUCTBIX MPENAPATOB, TE€NATONPOTEKTOPOB, BUTAMUHOB
U MEIMKaMEHTOB, HAIPaBJIEHHBIX HAa HOPMaJIM3allMi0 MHHEPAIBHOTO OOMEHa C
L[EJIBIO MPEIOTBPALIEHUS] OCTEOTIOPO3a.

U3  dusumorepaneBTryeckux  mpoueayp OomsHBIM ¢ VI TuHmom

MYKOIIOJIMCaxapu103a MOKa3aHbl: AIEKTpoPope3 Iuaa3bl Ha 001acTh NOPaKEHHBIX
CYCTaBOB, MATHUTOTEPAIHSI, Mapa(UHOBBIE aNTUIMKALIMU U JIa3€pHAas YHKTYpa.

[Iupoko wucnonb3ytorcss Takxke 3aHsatua JIOK c¢  BoznmelictBueM Ha
MO3BOHOYHHK M CYCTaBbl, Kypchl oomiero Maccaxa Ne 10-15 He pexe 2-x pa3 B roa.

OOs3arenpHa caHalUsg XPOHUYECKHX OYaroB MH(MEKIUU HOCOTJIOTKH U
IIOJIOCTH pTa.

Xupypzuueckue onepayuu npu cuaapome Maporo-JlamMu BKIIIOUArOT, Kak
paBuJIo, IpPbDKECEUEHHS, aJ€HOTOH3WIIDKTOMUU U IIYHTUPOBaHUE
rujporedaruu.

TpancranTanusi reMaTonodTudeckux cTBosoBbiX KieTok (TT'CK) mpu VI
THUIIE MYKOIIOJINCAaXapH103a HE MPOBOJIUTCS.

Ocoobennocmu npoeedenusn anecme3uu. HanOonplyto CIOXKHOCTH ISt
aHECTE3UOJIOTOB  MPEACTABISIIOT JETH, CTPaJalolIe MYKOMNOJIUCaXapuI030M.
HabGmronenne 3a OCHOXKHEHUSAMH B A3TOM rpymme mnarueHToB B KoposieBckom
JNETCKOM rocnuTane MaHuecTtepa IMOKas3ano, yTo oOIas 4acToTa 3aTpyIHEHHM
UHTYOauu coctanisieT 25% B BcexX MOArpynmnax, a HEBO3MOXXHOCTb UHTYOauu —
8%.84. [ToMuMO OCIIOKHEHUH, CBA3aHHBIX C OOCTPYKLKEH IbIXaTEeIbHbIX IMyTeH, y
NAlMEHTOB TaK)Ke HAOJIIOJAI0TCS aHOMAJIMU JIMIA U Yepera, YKOpOuYeHHas Iues,
TYTrONOJABM)XKHOCTh B BHUCOYHO-HMKHEUENFOCTHBIX CYCTaBaX, CMEIICHHAs KIepeau
ropTaHb, U, Y HEKOTOPbIX, HECTAOMILHOCTh CBSI3KM MEPBOTO W BTOPOTO HIEHHOTO

IIO3BOHKOB, 4TO TpeOyeT u30eratb upe3MepHoro pasrudanus meu. Bee 310 Moxer
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YCIIOKHUTh JIAPUHTOCKONHUIO M MHTyOanuioo. Moryr HMeTh MECTO aHOMAaJHH
cep/illa, TAKUE KaK CYKEHHE KOPOHApHBIX apTEpPHUil WM JIErOYHAsl TMIIEPTEH3US .
OTek JIETKMX MOXKET YCIOKHHUTH IMOMNBITKM 3KCTyOallMd B MOCIEONEePallMOHHBIN
MIEPUOI.

Ilepen mnpoBegeHUMEeM JIOOBIX TMPOLEAYpP, CBSI3aHHBIX C BBEICHUEM
CEIAaTUBHBIX IPENApPaTOB WA AHECTE3UH, CIEAYET OLIEHUBATH COCTOSIHUE CEp/la,
JBIXaTEJIbHON CHCTEMBI U BEPXHHX JBIXATEIbHBIX MYTEH.

PekomennyeTcss HanmpaBUTh OOJBHOTO HA JIEYEHUE B MEAULUHCKHUX LEHTP,
I7le UMEETCS OIBbIT aHECTE3UU M yXOJa 3a MoJ0OHbIMHU mnanueHTamu. Ilockoabky
UHTYOalMsl MOXET MPEACTaBIATh NpoOJeMy U3-32 AaHOMAJIMKA  BEPXHHX
JbIXaTeNIbHBIX MyTeH, pekomMeHayercs npusieys JIOP-Bpaua g oOcienoBaHus u
JICYCHHUs] TAUUeHTa. PsAaoM aHECTE3MOJIOrOB PEKOMEHAYETCS HCIIOIb30BaHUE
METO/Ia MHIAYKUWU CHOHTAHHOTO JIbIXaHUS JIETYYUMHU areHTamu, JIApUHT€ATbHbBIN
MacOYHBIM BO31YyXOBOJ MU ONTOBOJOKOHHYK OpOHXOCKONHIO I TPOBEACHUS
UHTYOAILIUH.

IIpodpunakruka

Popurenam pereit ¢ MIIC VI pexkomensyerca KOHCYIbTallMsA TE€HETUKA,
KOTOPBII MOXET IOACHUTD PUCK poXKaeHMs ele ofHoro pebenka ¢ MIIC VI. Ecin
oba pomuTens SBIATCA reTeposurotHeiMyu Hocutemsamu MIIC VI, mia kaxpoit
OepeMeHHOCTH pUCK poxkzieHNA pebeHka ¢ MIIC VI cocrasmnaer 25%, 50% — puck
POXIEHUA TeTEePOSUTOTHOIO HOCUTeNnd, U 25% -— BEpPOATHOCTb POXKIECHUA
HOCUTES 2 HOpMaJIbHBIX ajiieneyi reHa ASB. B ceMbsx, rie ecTb 60/1bHOI peOeHOK,
CYIIECTBYET BO3MOXKHOCTb IIPOBENEHMA IIPEHATA/NIbHON AMarHocTuku. C 3rTonn
L[e/IbI0 TEHETUK PEKOMEHAYET POAUTENAM COOTBETCTBYIOLME AMATHOCTUYECKIE

TabopaTopUM U MEAUIIMHCKIE [IEHTPHI.
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[IporpaMma CKpMHVHIA HOBOPO>KIAEHHBIX HAXOJUTCS B paspaboOTKe Y MOKeT
OBITb JOCTYIIHA y>ke B 0603puMoM OyayIeM, 0COOEHHO ceifyac, Korga paspaboran

MEeTOJ] JIeYeHNsI C TOMOIIbI0 pepMeHTO3aMeIIAI el TePaUL.

Pexomenayemblie 00cie10BaHMS.
PexomennoBannbie 60apHBIM ¢ MIIC VI o6cnenoBanus npeacrasieHsl B Tabmure
1. [To KTMHUYECKUM MTOKa3aHUSIM YacToTa 00cIeJ0BaHUI MOKET OBITh YBEIMYECHA.
Tao6auna 1

PexoMenioBaHHOe pacnicaHue 00cae10BaHU

Bun o0cinenoBanus Hauvansnoe | Kaxnpie | Kaxxnbie IIo
oOciemoBaH | 3 mec. 12 mec KJIMHUYECKUM
ue IIOKa3aHUsIM &

[ToarBepkaeHUe TMarHo3a X

MIIC VI

Anamue3 b X X

dusukanbpHoe 00ciIeI0BaHuE | X X

Hesposoruueckoe X X

o0cJie/loBaHue

JlnmHa n macca tena X

OKpy)HOCTb T'OJIOBBI X xC

Craaus MOIOBOTO Pa3sBUTHS | X xd

o TaHnHepy

®dortorpadun naueHTa X X

BrinocnuBocTh @ X

12MWT X X

3MSC X X

OdransMoOrH4ecKoe

o0cJIeI0BaHUE:

Octpota 3peHus X X

OcMOTp pOroBULIBI X X

OcMOTp r1a3HOTO AHA X X

BuyTtpurnaszHoe naBieHue X X

Pedpakums X X

Aynuomerpusi X X

Kapauosnorus

Dxokapuorpamma X X

DneKkTpokaparnorpaMmma X X
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ApTepHalibHOE TaBJICHHE X X
Dnexrponeiipomuorpadus f | x
OyHKIMS JTETKUX: X X

dbopcupoBaHHAS KU3HCHHAS
E€MKOCTb, 00BEM
(OopCHUPOBAHHOTO BBIJOXA 32

I cex9

HccnenoBanne cHa X X
Buzyanuzupyromue

UCCIIEJOBAHUS:

Pentresorpammsl 6ezep N X X
Pentrenorpadus meiHoro X X

OTJIeJIa B COCTOSIHUH
CruOaHus U BBIIPSIMIICHHOM
COCTOSIHUH
Pentrenonornyeckoe X X
o0cJIeI0BaHHE CKEJIETA
MPT r0710BHOTO ¥ CHUHHOTO | X X
mo3sral

JlabopaTopHble aHAIIU3HL:
YpoBeHb X X
INIMKO3aMUHOTJINKAHOB B
MoYe

Jlom. oOcnemoBanue
MAaIMEHTOB, MPOXOISAIINX
®3T}

@ “Tlo kIMHUYECKUM TIOKa3aHUsIM OOBIYHO O3HAYaeT pa3 B 2 - 3 roja, B
3aBUCUMOCTH OT CKOPOCTHU MPOTPECCUPOBAHUS 3a00I€BAHUS U KIIMHUUECKUX
CUMIITOMOB.

b Jleteit HECOOX0AUMO 00CICIOBATH YaIIIE.

€ KoHTponupoBaTh 10 OCTAHOBKH POCTa T'OJIOBHI.

d ITpomoiKaTh 10 3aBEpPIICHNS TTOJIOBOTO CO3PEBAHMS.

@ [lapagurma Tecta Ha BEIHOCIUBOCTD 110 U Ttociie @3T: paccTosiHue, MPOMaeHHOE
3a 12 MuHyT (MM 32 6 MUHYT, HO PEANOYTUTEIbHBIM ABJISIETCS TOT K€
MPOMEKYTOK BPEMEHH, UTO U B MPEABIAYIIMX TECTAX ITOTO MAIUEHTA); YHUCIIO
CTYNEHEMN, MPONICHHBIX BBEPX 32 3 MUHYTHI.

f zmepenne npoBoguMocTH cpeMHHOTO HEpBA JUIS KOHTPOIIS CHHAPOMA
3aMsICTHOTO KaHaa.

9 s npoBepku PYHKIIUU JIETKUX U3MEPSIOT CJICIYIONINE TTOKA3aTeNH:
dbopcrupoBaHHas KU3HEHHAs! EMKOCTh, 00BbeM (hOPCHUPOBAHHOTO BbIFOXA 32 1 cek.
h Crumok Ta3a B mepeaHesaaHeil MPOEKIUN U B cOOKY C pa3BeieHHEM Oerep.

I MPT roJI0BHOIO M CIIMHHOTO MO3Ia MOKET noTpedoBaTh 001K aHEeCTe3UH, B
3aBHCUMOCTH OT BO3pacTa U KOHTaKTHOCTH nanueHTa. O01ias aHecTe3us
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MpeCTaBIIAET, cama 1o cede, onpeAeICHHY0 OaCHOCTD s anueHToB ¢ MIIC
VI.

) Jlna narmenTos, kotopsie mpoxonat kype ©3T, H3MepeHus cieayeT IPOBOAUTh B
Hayase JIeueHus, Ha 3, 6, 12, 18 u 24 mecsi1, a 3aTeM - €KEroIHo.



