KJIUMHUYECKHUE PEKOMEHJALIMY IO BEJEHUIO JETEM C
MYKOIOJHUCAXAPHI030M II TUIIA

JaHHble KIMHHYeCKHe PEeKOMEeHJANMH PACCMOTPeHbl M YTBep:KAeHbl Ha 3aceJaHHH
Hcnonkoma mnpodeccuoHanbHoil acconmuanum aerckux Bpaveil Corwsa meguatpoB Poccum Ha
Bcepocceniickoii HayuyHo-nmpakTudeckoii Kondepenuuu «@Papmakorepanus M JAUETOJIOTHS B
neguaTpumn» 28 cenrsiops 2013r.

MYKOIIOJIMCAXAPUIO3bI

JaHHBI TPOTOKON MO AWATHOCTUKE M TEpalmuy MYKOIOJUCAaXapHI030B y NeTel co3laH Ha
OCHOBaHHWH CHCTEMaTH4ecKoro o63opa jureparypsl 1992-2013 rr. Medline (Pubmed version), Embase
(Dialog version) m Cochrane Library databases, ¢ wHCHNoOJIb30BaHUEM CO3JAHHBIX MPOTOKOJIOB
(Mucopolysaccharidosis type II: European recommendations for the diagnosis and
multidisciplinary management of a rare disease. Scarpa M, Almassy Z, Beck M; Guidelines for the
treatment of Mucopolysaccharidosis Type II (MPS II) disease through the Life Saving Drugs
Program McGill J, Goldblatt J et all.).

Mykononucaxapuo3bl OTHOCATCS. K PEJKUM HacJeICTBEHHBIM 3a00JIeBaHUSIM, YTO HCKIIOYaeT
BO3MOXHOCTh TIPOBEJCHUSI OOJBINIUX KOTOPTHBIX H  PaHJIOMH3HPOBAHHBIX KOHTPOIUPOBAHHBIX
WCCIIEIOBAaHUH | JJI51 CO3J]aHuUs POTOKOJIOB THATHOCTHKH U TEPANKU MCIIOIb3YIOTCS JIUIb TEMATHUECKHE
WCCIIEIOBaHMUS IKCTIEPTOB, OMyOIMKOBAaHHbIE B IOCIEIHNE 1BA ACCATHIICTU .

OIIPEAEJIEHUE

Myxkomnommcaxapuno3sl (MIIC) - rpymma metabonmdeckux — 3a00JIEBaHWM COCIUHUTEIHLHOM
TKaHH, CBS3aHHBIX C HapylIeHWeM oOMeHa riauko3amuHorimkanoB (AL, nposBiusromuxcs aedekramu
KOCTHOM, XPSIIEBOH, COSAMHUTENBHON TKaHei. O0yCIOBICHBI JaHHbBIC 3a00JICBaHUSI MyTallUSIMHU ['E€HOB,
KOHTPOJIMPYIONIHX MPOIECC BHYTPUIIN30COMHOTO THAPOIIH3a MAKPOMOJIEKYIL.

Kox MKB-10
E 76.0 - Mykononucaxapumno3 1 tura

E 76.1 - Mykononucaxapunos 2 Tumna
E 76.2 - Jlpyrue MyKoOITOJIHCaxapua036l

SIIUJAEMUOJ0IUA

Bcetpeuaetcs ¢ nonynsiuonnoi yactotoit 1:40 000 - 1:100 000 HOBOPOKAEHHBIX.
MNPOPUIIAKTUKA

[Ipodunaktuka MyKoOmONHCaXxapua030B - IpeHATajdbHas JAMArHOCTUKA, OCHOBaHHAs Ha

HEMOCPeICTBEHHOM OTIpeieNieHuH JeduruTa (GepMeHTa B aMHIOTHYECKUX KIIETKaX.

CKPUHUHI
B mnacrosimiee BpeMsi CKPUHHHI CPEAW HOBOPOXKIEHHBIX WM JIPYTUX BO3PACTHBIX TPYyHH HE
IIPOBOJTATCSI.

KIIACCUOUKALIUA
CoracHo (pepMEHTATUBHBIM Je()eKTaM M TSHKECTH KIMHUYIECKOW CHMITOMATHKH BBIACIAIOT 14
THTIOB MYKOTIOJIMCAXapHJI030B:

MIIC I

. MIIC I H cungpowm ['ypiep

. MIIC I H/S cunapom ['ypnep-Lletie
. MIICIS cunapowm llleiie

MIIC I CHUHIpPOM XaHTepa, yMepeHHas U Tsokénas GopMebl
MIICIII  curapom Candunummo

° MIIC IIIA tuna

. MIIC IIIB Tuna



° MIIC IIC tuna

. MIIC IID tumna
. MIIC IIIE tuna
MIIC IV cungpom Mopkuo
o MIIC IVA curgpom Mopkuo A
o MIIC IVB cunanpom Mopxkuo B

MIIC VI cungpom Mapoto-Jlamu (o BBIpaX€HHOCTH KIMHHYECKUX IPOSIBICHHUH: Jerkas,
yMepeHHasl U Tsokénast popMBbl)

MIIC VII cunnpom Cnas

MIIC IX

MYKOHNOJIMCAXAPUIO3 II TUIIA

CunoHuMEL: cuHApOoM XaHTepa, cuaapoM ['yurepa

Kox MKB10
E 76.1 - Mykononucaxapuno3 Il tuna

OITPEAEJIEHUE
HacnenctBennass nm3ocomanbHasi OONe3Hb HAKOIUIGHHS, XapakKTEPU3YIOLIAsACs MPOTPECCUPYIOIIUMH
MICUXOHEBPOJIOTHYECKUMHU HapyLICHUAMH, rernaToCIIEHOMET e, CEPIEYHO-JIETOYHBIMU

paCCTpOﬁCTBaMH, KOCTHBIMU ,Z[e(l)OpMaIII/IHMI/I.

SMUJAEMUOJOIUus
MIIC II Tuma BcTpedaeTcs ¢ momyisaiuonaoi vactoroit 1:140 000 - 1:156 000.

ITHNOJIOI'us

B ocHoBe Oosie3HU NEeXKUT MeHUIAT WIH OTCYTCTBHE depMeHTa HaypoHaT-2-cyibdaTassl (iduronate-2-
sulfatase (I25)).

I'en maypoHar-2-cynbdaTazbl KapTUPOBAaH Ha JUIMHHOM IIIede X-XpOMOCOMEI, B JIoOKyce Xq 27.1-g28.
Tun nHacnemoBanus Ooyie3HM XaHTepa - PEICCCHBHBIN, CIEIUICHHBIM ¢ X-XpoMocoMmoil. Bone3npro
XaHTepa CTpanarT, Kak MPaBWIO, TOJBKO MAallbYMKH, OJHAKO K HACTOSIIEMY MOMEHTY OIMCaHO 5
ciIy4daeB 3a00JICBaHUS y JIEBOYECK T'€TEPO3UTOT, CBSI3AaHHBIX C WHAKTHBAIIMEH BTOpPOH, HOpMaIbHOM, X-
XPOMOCOMBI WJIH HM3-32 CTPYKTYPHBIX U3MEHEHHH XpOMOCOMBI. OIucaH OJUH CIIy4aidl Y TOMO3UTOTHOH
JI€BOYKH, UMEIOIEH TOUSUHBIE MYTaIHH.

BrigienneHo HECKOMBKO 3HAYMMBIX MYTallUi 3TOTO T€HA, YeM OOBSCHACTCS HAIMYHE TSHKEIOW U JIETKOH
(hopM 3a0oeBaHs, Pa3HBIX 10 CBOUM KIMHUYECKUM MPOSIBICHUSM.

B nutepatype onmcano okono 370 pa3nuyHBIX MyTaluil B T€HE WAYpPOHAT-2-cyibdaTassl, okono 80% u3
HUX COCTaBJSIOT TO4Ye4yHble MyTanuu. llpuOmusurensHo 20% MyTanmuié B 3TOM T'€HE COCTaBISIOT
CTpYKTypHBIE aOepparuu. ToranpHas aenenusi TeHa WIN JEJIeIHHA €ro OTIEIbHBIX IK30HOB CBS3aHBI C
TsokensiM TedeaneM MIIC 11

CreneHb NPOSBICHUS NMPU3HAKOB 3aBHCUT OT CIIEKTpa MYTAaIlMil B T€HE (TOYKOBas MYyTallHs, TOTaabHas
JeNenus, 1eJens OTAEIbHBIX 9K30HOB, HOHCEHC-MYTAllMU WJIM MYTAIllUU CO CABUTOM PaMKH CUUTHIBAHUS
B MOCJIEI0BATEIILHOCTH HYKJIIGHHOBBIX KUCIIOT).

KJINMHUYECKASI KAPTUHA

Knuanveckas kaptuHa Ooje3Hu XaHTepa pasHooOpasHa. B Hacrosimee Bpems 3a0ojieBaHHE AENUTCS Ha
TSOKENylo (GopMy M YMEpPEHHO-TSDKETYI, OCHOBAHHYIO Ha CKOPOCTH MPOTPECCHPOBAHUS TOPAXKECHUS
Pa3NUYHBIX OpraHoB U cucteM. OHAKO, 3Ta Kiaccu(UKausa JOCTATOYHO YCIOBHA.

OcHosHvle KIuHUYecKue npos6IeHus. FPY6BIe YEpThl JIMLOA, 3aJCpiKKa pocTa, TYronoJABUKXHOCTH



CyCTaBOB.

Brewmnuii 6u0 nayuenma: maxpouedanusi, MaKpOTJIOCCHs, MyXJIble TYOBl, KOPOTKas IIesl, KOHTPAKTYPhI
CYCTaBOB, TUTICPTPUX03, TPHDKU, MO3THEE MPOPE3bIBAaHUE 3yOO0B, OTMEYAIOTCS HU3KHI POCT BOJIOC Ha JI0Y,
JUIMHHBIC TYCThIE pecHHIBI U OpoBU. C BO3pacTOM BOJIOCHI CTAHOBATCS 0OJiee KECTKUMHU, TMPSIMBIMH U
cBeTNbIMU (UBeTa cosiombl). [locne mepBoro rojga >KU3HM OTMEYAETCs PE3KOe OTCTaBaHHE B POCTE,
okoHYaTelbHEIH pocT 120-150 cM. YacTo pa3BuBaeTCs HEMPOIOPIIHOHATBHAS KaPIIMKOBOCTD.

Kooicnvle nokpoevr: nnsi nmanHOW (HOPMBI MYKOIOJIHCAXapHI03a XapaKTePHO Y3EITKOBO-MAIMyNE3HOe
MOpaXeHHEe KOXKH, IPEUMYIIECTBEHHO B 00IACTH JIOMATOK, HAPYKHBIX U OOKOBBIX MOBEPXHOCTEH TUIeY U
0€mep. OTH U3MeHeHMs 00YCIIOBJICHBI OTJIOKCHUEM JIUTUIOB U TITMKO3aMUHOTJIMKAHOB B JIEpME.

Kocmuas cucmema: ormedaercs aedopmaius KUCTH MO TUITY «KOTTHUCTOW Jambl. XapakTepHbI KU(O3,
neOPMUPYIOMIHI OCTE0apTPO3 Ta300eAPEHHBIX CYCTaBOB, MHO)KECTBEHHBIE TU30CTO3bI, YBEIMYEHUE
TYpPEIKOro cenja.

Opeanbl  Ovixanus: XapakTEPHbl YacThle PECNUPAaTOpPHbIE 3a00J€BaHUS; IOBTOPHBIE OTHUTHI, YacCTO
MPUBOIAT K MMPOTPECCUPYIOLIEH MOTEpE CiIyXa; OOCTPYKTUBHBIE 3a00JI€BaHNUS IbIXaTENbHBIX MyTEH.

OpeaHbl 3peHus; TATMEHTHAS JeTeHepalns CeTYaTKH, YMEPEHHO BBIPRXKEHHOE MOMYTHEHHE POTOBHIIBI,
KOTOPOE 3a4aCTyIO0 MOXET OBbITh BBISBJICHO TOJIBKO MPU UCCIIEAOBAHUU MPO3PAYHOCTU CPEJ C TOMOIIBIO
MIEIeBOM JTaMmbl. Y TaIrueHToB ¢ Tsokenor dopmor MIIC II gacto BBIABISETCS AUCTPOGHS CETIATKH,
MPUBOJIAIIAS K HAPYIICHUIO NEepu(EepPUUecKOr0 M CHIDKCHUIO CYMEPEUHOro 3peHus. Bo3MokeH oTek
JIUCKA 3pUTEIILHOTO HEpBa, OOYCJIOBJCHHBIM  IMOBBINICHUEM BHYTPHUYEPEIIHOTO JaBlieHUs. Penko
BCTpEUaeTCs TIIayKoMa.

lleHmpaJleaﬂ HepsHaA cucmema. 3aJACPKKaA IMCUXOMOTOPHOTO U PEYEBOI0 PAa3BUTHA BBIPpAXKCEHA C 1,5-3

net. K 8 rogam pa3BuBaeTcs TsDKeIas yMCTBEHHAs OTCTAJIOCTh. XapaKTepPHO HAJIMYUE CyA0pOr (0COOEHHO
IpU TSDKENOW (opMe); paHHUMH KIMHHUYECKHMHU TPOSBICHUSIMH CYIZOPOXKHOTO CHHIPOMAa MOTYT OBITH

MpocThie a0CaHCHI C KPAaTKOBPEMEHHBIM YTHETCHHEM WM MOTEepPel CO3HAHUS WM COMYTCTBYIOIIUMH
JIBUTATEIHHBIMH WM BETETATUBHBIMH PACCTPOHCTBAMH. Y TAIMEHTOB CO Ci1ab0 BEIPaKCHHBIMU
KIIMHUYECKUMHY TIPU3HAKaMH CyJIOPOKHBIM CHHAPOM BCTpeuaeTcs HamHOro pexe. IlosBienue cymopor
TpeOyeT MpoBeNeHUsI OIIEHKN HEBPOJIOTHMUYECKOro craryca. IIpu mporpeccupoBanny 3a00iieBaHUS 4acTO
HaAOJIIOJTAIOTCS TEHEPATHU30BAHHBIE TOHUKO-KIIOHHYECKHUE TAapOKCU3MBI, KOTOPBIE OOBIYHO XOPOIIO
MOIJAIOTCSI MOHOTEPANTUY aHTUKOHBYIJIbCAHTAMH.

Hepenko ¢popmupyercs coobimaromasics ruapoiedanus, CiacTUIeCKre napa- U TeTpanapessl.

IIpusHaku FI/I,Z[DOHCdJaJII/II/I 3a4acCTyr0 IOABIIAOTCA MCIJICHHO M HE3aMCTHO, MU MOTYT 3aKJIFOYaTbCsAd B

HU3MCHCHHWH IIOBCACHUA, ITOABJICHUNU TOJIOBHOM 6OJ'II/I, HapyHmICHUHN 3PCHUA.
Onucagbl TaKKe CIydyau CAABJICHHA CIWHHOIO MO3ra, BBI3BBAHHOI'O YTOJIIICHUCM Cro 000JI04eK HIIH

HECTaOMIILHOCTBIO aTJAHTOAKCHAILHOTO cycTaBa. CHMITOMBI MOTYT BKIIOYATh HApYyIICHHE IMOXOJKH,
MBIIICYHYIO C1a00CTh, HEYKIIIOKECTh TPU COXPAHHBIX MOTOPHBIX HAaBBIKaX W JAUCHYHKIUIO MOYCBOTO
y3bIpSL.

KapnanbHbIii TOHHEJIbHBIM CHHAPOM — 3TO YacTasi HeHpomnaTusl CAaBJIeHUs Y MAlMeHTOB B BO3pacTe OT 5
no 10 mer. B HavanpHOU craauu 3a0oJieBaHUS BO3HUKAIOT OHEMECHHE TOPAXKCHHOW KUCTH, TPYIHOCTH

BBITIOJTHEHHUST TOHKUX IBM)KEHUH, CHIDKEHHE YYBCTBUTEIBHOCTH MAJBIEB KUCTU. JTH CHUMIITOMBI PEIKO
OTMEUAlOTCs PeOEHKOM W HE PACIECHUBAIOTCS POIUTEISIMU Kak maroiormueckue. [lo3ke MOsBISIOTCS
MapecTe3uy, YyBCTBO IMOKAaJbIBAHUS B KOHYMKAX MalbLIEB KUCTH M CO BPEMEHEM IIPOLIECC MOXKET
pacmpoCTpaHsThCs Ha Mpeiedbe U miedo. [laruenTsl penko coo0MaT 0 O0NeBbIX OIIYIICHUSX, TOKa
HE TIPOUCXOIUT MOTEPs HYHKITUH.

HapyiieHus 1y10TaHusA: KOCTHBIE M3MEHEHUS NMPHUBOAT K CHUKEHHUIO TMOJIBIDKHOCTH HIDKHEH YENFOCTH,

4YTO OrpaHUYMBaACT CIIOCOOHOCTH OTKpBIBAaTb POT M KCBATh. HapymeHI/m TJIOTaHud OTMCEYAIOTCA IIpU



CPEAHETSDKEIOM M TSDKEIOM TeueHMH 3a0oNieBaHMsl W CBS3aHBl ¢ (PYHKIHMOHHPOBAHHUEM CTBOJIOBBIX
OTZIeJI0B ToNOBHOTO Mo3sra. Ilpu HapymeHnn mx paboThl HAOIIOAAIOTCS MPU3HAKH TICEBIOOYIEO0apHOTO
unn OynpbapHoro mapanuuedd. CUMITOMBI JeOIOTHPYIOT C PEIKUX MONEPXWBAaHUM TBEpIOW MUILEH,
pa3BUBAIOTCA IIOCTENIEHHO WU, B KOHEYHOM HUTOTE, IPUBOAAT K IpyOOMYy HapylIEeHHIO (pYHKIMH TIOTaHUS
WIK TIOJHOMY €€ HCc4Ye3HOBeHMI0. OTCyTCTBHE TNpPaBWIBHOM pEryssaluM akTa TJIOTaHUS HPUBOAMT K
3a0pocy THIIH, CIIOHBI B Tpaxelo W OpOHXHAIbHOE JAEPEBO U Pa3BUTHUIO BTOPHYHON MH(EKIHUU B BHIC
PEUMIMBUPYIOUINX ACHUPAIMOHHLIX OpPOHXWUTOB M IHEBMOHHHM. OTO ycyryOuseT [pIxaTelbHbIE

HapyumieHus, ABJIAIOMHNUCCA CJICACTBUCM OTJIOKCHUSA MYKOIIOJIUCAXapuJOB B BCPXHUX U HWKHHUX
ABIXaTCIIbHBIX MMYTAX.

Iogedenueckue Hapywenus - TANEPAKTUBHOCTD, PACTOPMOKEHHOCTb, arpeCCUBHOCTh U YIPSMCTBO, Kak
MPaBUIIO, UMEIOT MECTO Yy JEeTeH CO CPEeNHETSHKENOW W TsKENol (opMaMu MYKOIMOINCaXapHI030B.
[IpoGyieMbl ¢ MOBeICHUEM 3HAYMTEIBHO BIUSIOT Ha IMOBCEJIHEBHYIO KH3Hb PEOCHKA M €0 COIUAIBLHYIO
amanraruio. [losSBisisiIch Ha BTOPOM TOAY KH3HH, OHH IMPOJOIDKAIOTCS BILIOTH 10 8 - 12 met. Perpecc
KOTHUTHUBHBIX (DYHKIIUH Hapamy ¢ ToOKENOH TOTeped ciyxa, pacCTpOWCTBOM CHA, OCOOEHHO
00yCIIOBJIGHHBIM OOCTPYKTHBHBIM aITHO?, OKA3bIBAIOT CYIICCTBEHHOE BJIMSIHHC Ha IMOBEJCHUE PEOCHKA.
ITo mMepe HapacTaHusi KOTHUTHBHOTO A€(QUINTA K THIIEPAKTHBHOCTH M arpPECCHBHOCTH MPHUCOSTMHSIIOTCS
ayTHCTUYECKHE dYepThl. MeaukamMeHTO3Has Tepamus, HalpaBiICHHAs Ha KOHTPOJb Pa3pyIIMTEIbHOTO
MOBEJICHUs, 4acTo ObiBaeT Hed((heKTUBHOU. B manmpHelmem nporpeccupoBaHue HEHpOAeTreHEPATUBHBIX
W3MEHEHUN TPUBOIWT K JEMEHINH, IBUTATENbHBIM HapYIICHWSM, YTO HHBEIUPYET OCOOEHHOCTH
MIOBEJICHUSI.

Cepoeyno-cocyoucmas cucmema:  XapaKTepHO TMOpaKeHWE KIAllaHOB cepana. Hawmbomee wacto
oTMeyvaeTcsi (POpMHUPOBaHUE TIOPOKA MHUTPAIHHOTO KIallaHa, Ha BTOPOM MECTe MOPaKeHHE aopTaIbHOTIO,
3aTeM TPUKYCIUIAILHOTO U KJalaHa Jero4Hou aprepuu. KapaunomuonaTusi HaOIOIaeTCs TOPA3io peKke,
YeM KJIanaHHbIE TOPOKH.

Kenyoouno-kuweunas cucmema: BCIEACTBHE OTpaHUYEHHUS OO0beMa ABIDKEHUS HIDKHEH YemocTd U
3aTpyOHEHHS Pa3KEBBIBAHUSA IMUIIH, TUIEPTPOGUN MUHIAIWH, MAaKPOTJIOCCHH Pa3BUBAIOTCS HapyIIEHUE
aKTa IJI0TaHUs U CIIOHOTCUYCHHE. BO3MOXKHA Juapesi, CBsizaHHasd ¢ HakomieHueM ['Al’ B HEpBHBIX KJIETKax
MUIIeBapUTENbHOT0 TpakTta. C BO3pacTOM YacTO pa3BHBAIOTCS 3amophl. C paHHUX JIET OTMEYaeTcs
rernaTrocTyieHOMeranus. XapakTepHbI MyTIOYHAS U TIaX0Basi TPBIKH.

JANATHOCTHUKA

Aaroputm auarnoctuku MIIC II npencrasieH Ha pucynke 1.

OCHOBHBIMH TUAaTHOCTHYECKUMH KPUTEPHUIMH SBIISIOTCS:

1. XapakTepHblil BHEIIHUHN BU MAIIUEHTA.

2. [loBwImeHHAs SKCKPEIHS IepMaTaHCyIb(haTa U rernapancyibdara ¢ MOYOH.

3. CHWKEHHE aKTHMBHOCTH HMIypOHAT-2-Cyiab(aTasbl B KyJIbType (uOpOOIACTOB MM H30JUPOBAHHBIX
JIEHKOIUTOB.

4. Bo3aMoxHa MpeHaTagbHas JUarHOCTUKA IMOCPEICTBOM aHain3a (PEepMEHTOB MpU OUOIICUM AMHUOIIMTOB
WM BOPCHUHOK XOPHOHA.

5. Myranus B reHe HIypOHAT-2-Cyib(arasbl.

CKpUHHMHT-TECT: KOJMYECTBCHHBIH W KadeCcTBeHHBIH aHanmm3 ['Al’ B Mode. 3010TOH cTaHmapT mis
nuarnoctuku MIIC II — BeisBaeHHE aeduintTa uaypoHaT-2-cyibdarasel B Jeiikonurax, GpuopodaacTax
nim masme. [lpu cemelinom aHaMHe3e 3a00JieBaHUsS CIEIyeT MPOBOAUTH MOJICKYJISPHOE T'€HETHYECKOES
TECTUPOBAHUE Ha CrielU(UUecKne MyTaruu. Eie oAuH METoa - U3MEPEeHHUE aKTHUBHOCTH (pepMeHTa B
CYXOM IIATHE KPOBH.

Huaraosz MIIC II nomkeH ObITh TOATBEPKICH OMOXUMUYECKUM WITH TEHETHUSCKUM aHATTU30M.

JANODOEPEHIIUAJIBHAS TIMATHOCTUKA
[IpoBonuTes ¢ APYrUMH TUIIAMHM MYKOJMIIMAO030B, AHTJIMO3UI030M.



OcnoBHbME oTHHuuTeNbHEIMU YepTaMu MIIC 11 ot cunapoma [yprnep sBisfoTCs: Ipo3pavHasi poroBHUIIa,
0osee MeJIEHHOE TIPOTPECCUPOBAHNE 3200ICBAHMS.

BEJEHME JIETEIN C MIIC II

3aboneBaHne MMEET MYJIBTUCHCTEMHYIO NPHUPOLY M HEOoOpaTHUMblE, IPOTPECCHPYIOLINE KIMHUYECKHUE
MPOSsIBJIICHUs], YTO OOYyCJOBIMBaeT HEOOXOAMMOCTh HAOIIOACHUS HE TOJIBKO Y3KHMH CHEHHAINCTaMU
(OTOpHUHOJIAPUHIOJIOTAMH, XUPYpraMu-opTone1amMHu, o(raneMosnoramuy, KapIuoJOoraMH,
MyJIbMOHOJIOTaMH, HEBPOMNATOJIOTaMH, CTOMATOJIOTaMH), HO W (HU3NOTEepaneBTaMH, JOTONEIaMH,
MICUXOJIOTaMHU ¥ Pa0OTHUKAMHU NaJUTMATHBHBIX CITYXkO.

[TanmeHTs! ¢ JaHHON HO30J0THEH NOJDKHBI IIOCTOSHHO HaXOAUThCs HoA HaOmroneHueM; 1 pas3 B 6 mec. -
MPOXOAUTH OOCIEIOBaHWE B MHOTONPOQWIBHBIX cTanuoHapax. JIMTeNbHOCTh HAaXOXIEHHS B
cTauuoHape / THeBHOM cTanroHape 21-28 nueil. JlabopaTtopHbie 1 HHCTpyMEHTAIbHBIE 00CIECIOBAHUS U
pEeKOMeHlyeMas 4aCcTOTa UX IPOBEICHH IpeAcTaBieHa B Ta0ml. 1.

Tao6muma Nel
YacroTa nmposenenus obcnenoBanus y aereit ¢ MIIC Il tuma
Hccnenoanms ITepBonavanpHa | Kakmbie Kaxnpie 12 | Omqun pa3
s OIICHKa 6 Mec Mec B 2 TrO1a
Jdemorpajpuyeckas X
XapaKTepHCTHKA
HcTtopus 6oae3un X
Ouenka o01mero Buga X X
Kannnvecknii ocMoTp X X
Ounenka HHC
Kowmmerorepras Tomorpadust uim X X
MPT rosioBHOro Mo3ra
Koraurueaoe TECTHPOBaHHE X X
(DQ/IQ)
CxopocTh HEPBHOU X X
npoBoguMocTi/ SMI
Onenka cayxa
Aynuomerpus X X
OuneHka 3peHust
OcTtpoTa 3peHus X X
OcMOTp ceTyaTku Tias3a X X
HMccnenoBanue poroBUIbl X X
JbIxaTejbHas cucTeMa
OB/ X X
HccaenoBanue b ¢ X
CHA/TIOJTHCOMHOTrpadus
OobcaenoBaBHUE cepevyHo-
COCYIMCTOIi cCHCTEMBI
DNEKTpOKapAUOTrpaMma X X
Oxokapauorpadus X X
OnopHo-ABUraTeJbHbII
anmapar
Pentrenorpadum ckenera X X
7Key104HO-KHIIEYHBIN TPAKT
O0beM cene3eHKn X X
O0BeM nIeUeHH X X
Jlnuna , Macca X X
OKpYKHOCTb TOJIOBBI X X
ApTepuanbHOe JIaBJICHHE X X
Omnpenenenne Al X X
Onpenenenne AKTUBHOCTH X




| bepmenra | | | |
DQ umu Kosgpuyuenm ymcmeennozo paseumusi (KYP) - cnocob cpagnenusi uHmenieKmyaibHo20 paseumus,

CBOUCMBEHHO20 OAHHOMY 603pacmy (YMCMBEHHbIX CHOCOOHOCHEN pebeHKa N0 OMHOWEHUIO K €20 C8EPCIMHUKAM), C
XPOHOI02UHEeCKUM 803DACTNOM ((haKmuueckum 603pacmom pebenKa).

KVP paccuumvigaemcs Oenenuem uHmMeLIeKMYAiIbHO20 803PACHA HA XPOHOL02UYecKUll U ymHoxceHuem Ha 100 ons
noayyenus yenoco uucia. Cpednuu Kosgguyuenm ymcmeenHo2o pazeumus Oas 1100020 803pacma CHumaemcs
pasnvim 100.

Haomronenne namuentos ¢ MIIC Il BkiroyaeT BBISIBJIEHHE OCJIOKHEHHMH OCHOBHOIO 3200J/I€BAHUA U
CONYTCTBYIOLIMX COCTOSIHUM.

e Jlnsg IMarHOCTHKU OOCTPYKTHBHOTO alfHO? CHA MPOBOAUTCS MONMHCOMHOTpad s, KOTOpas MO3BOJISIET
OTIPEAECTUTh XapaKTep MAbIXaTelNbHBIX HAPYIICHHH (MCKIIOYNTH IICHTPAIbHBIA TeHe3, CBI3b C
runeptpodueit aneHonI0B, CepAIHON HEAOCTATOYHOCTHIO MITM KOMILIEKC IPUYHH).

e KimHMYecKas KapTHHA HEBPOJIOTMYECKUX NPOSIBICHUNH M pPE3ylbTaTbl OOBEKTHBHBIX METOJOB
o0ciiefoBaHHs HE BCerja KOppenupyloT. Pe3ynbraTel MarHUTHO-pe3oHaHcHOM Tomorpaduu (MPT)
roJI0BHOTO Mo3ra nanueHToB ¢ MIIC He gBisA0TCA AMAarHOCTUYECKH 3HAYMMBIMU IS ONpeNeIeHUs
KOTHUTHBHOTO JTe(UITUTA.

e CrumynsuuonHass snektponedipomuorpadpus (DHMI) mozBonsieT ompenenuTh —COaBleHHE
CPEIMHHOTO HEpBa JaXe /0 MOSBIECHUS CUMIITOMOB H JI0JKHA ITPOBOANTHCS, HAUMHAs C Bo3pacTta 4-
5 J1eT, eXEeroIHo.

e Perymapuoe mposenerne OKI', Oxo-KI', xonrepoBckoro monutopupoBanus OKI', cyrodnoro
MOHHUTOPHHTA apTepUAIBHOTO JIaBJICHUA HEOOXOIMMO TalMeHTaM C JaHHOHW IMaTOJIOTHEN, TaK Kak C
PaHHEro BO3pacTa y HUX OTMEUAIOTCS CEPACUHO-COCYAUCTBIE HAPYIIEHUSI.

e CKpUHUHTI Ha KIMHHYECKHE W BU3YAIN3ALIMOHHBIE NPU3HAKM KOMIIPECCUM CIHMHHOIO MO3ra.
HectaOunbHOCTh aTIaHTOAKCHAILHOI'O CycTaBa MOXeET OBITh BBISIBIIEHA NIPU PEHTreHorpaduu
EHHOr0 OTAENa MO3BOHOYHUKA C HArpy3KOW, OHAKO ISl MOATBEPKAECHUS KOMIIPECCUU CIIMHHOTO
MO3Ta BCJIEACTBHE YTOIIIEHUS ero 000104eKk TpedyeTcs nposenenne MPT.

MMPUMEP TUATHO3A

- Mykonoaucaxapuoos 2 muna (cunopom Xawmepa). Bmopuunas OunamayuoHHas KapouoMuonamusl.
Heoocmamounocms mumpanvnozo u mpuxycnudaivrhozo kianawos. HK I A cmenenu. 3adeporcka
ncuxopeuesoeo pazeumus. OcobeHHOCMU GOPMUPOBAHUSL NOZHABAMENbHOU OessMeIbHOCMY, 00uWast
MomopHast  Henoskocmb.  Komwmpaxmypoer  gepxnux  koueynocmeil. CeubamenvHvle KOHMPAKMYpbl
KONeHHblX cycmasos. @yukyuu Hapywenus cycmaeog 1 cmenenu. Dxeunycnas Oeghopmayusi cmon.
Jucdynxyus oburuaproco mpaxkma. Adenououm. Annepeuveckuti punum, nepcucmupyrowas gopma.
Jlsycmoponnuii cpeonuti 3KcCyOamusHulil omum. AHeuonamus cemuamxu.

JEYEHUE

1. ®epmenTo3amecTuTeabHast Tepanus (D3T).

s npoBeneHust pepmeHTozamectuteabHol Tepanuu npd MIIC I Tuma npuMeHsroT uaypcyiibhasy
(Onanpaza; kom ATX A16AB09).

JlaHHBIN Tpenapar sBASETCS NEPBHIM U €IWHCTBEHHBIM CPEICTBOM (PEPMEHTO3aMECTHTENBHON Tepanuu
cuHApoMa XaHTepa Ha CEroMHAIIHUNA JeHb. OTO O4YMIICHHAas pekoMOWHaHTHas ¢opMa (QepMeHTa
UIypoHaT-2-Cynb(dara3el, MPOW3BOAMMAS Ha KJICTOYHOW JWHUH YEIOBEKa, CIIOCOOHAas 00ECICUYHTh
npoduis TIMKO3WIMPOBAHMS, AHAJOTHYHBIA npupoaHoMmy ¢epmenty. Ilpu ynoBiaeTBOpUTENBHON
MEPEHOCUMOCTH TpenapaTa (epMEeHTO3aMECTUTEIbHAS Tepanusi MPOBOAUTCS MOCTOSIHHO, MOXH3HEHHO,
HETpephIBHO B 03¢ 0,5 MI/KT OJIMH pa3 B HEJENIO B BUJIe BHYTPUBEHHOW WH(Y3UHU HA MPOTSHKEHUH 3 U C
MaKCUMaJIbHOM CKOpOCThIO BBeleHHs A0 40 Mi/4 B ycIOBUAX cTaunoHapa. Bpems mH(y3uil cokpamaTth
HE ClIeayeT.

@®3T mno3BONSIET 3HAYMTENBHO YIYYIIUTh COCTOSHUE MAIMEHTOB, JNOOUTHCS YMEHBIICHUS pa3MepoB
cene3&HKH U TIeUeHH, YBEIIMICHUS MoKa3arenel pyHKIMK BHENIHETO JbIXaHusl, CHkeHus: yposaed ['Al
B Moue. [Ipenapar He mpoxoauT depe3 remarosHIedaInueckuii 6apbep, N0ITOMY HH(Y3HUS IPOBOIUTCS
yepe3 TepUPEepUUSCKUid WM TEHTPATbHBI BEHO3HBIM JOCTYN W KOHTPOJUPYETCS METUIIMHCKAM
nepcoHasioMm. JleueHue npexpamaeTcs Mpyu pa3BUTHN ONMACHBIX JUIS KU3HU HEXKENaTebHbBIX SBICHUH.
Ilobounvie s¢hpexmoi: BO3MOKHA aHaUIAKTHUECKas peakuus, 3y, KpalmuBHUIA, TOJOBHas OOb,
MOBBIILICHHE apTEPUATFHOTO IaBJIEHUs, OOJIM B )KUBOTE, THIIEPBO30YAMMOCTb.



2. CuMnToMaTH4YecKasi Tepamnusi.

e Jlpn cooOmatomeics rugponedanun IOKa3aHO BEHTPHUKYJIO-NIEPUTOHEANBHOE LIYHTHPOBAHUE.
[Marmentam ¢ MIIC Il tuma ¢ mporpeccUpyromuM YBEIHYEHHEM >KEITyIOYKOB MO JaHHEIM MPT
W/WIIN TIOATBEPKAEHHBIM MOBBIIICHHEM JIaBICHUS LepeOpo-CIIMHANBHOM XuaKocTH Oonee 25-30 cm
BoAHOTO cTOoNOa (18-22 MM pT. cT.).

e (CpapieHue CIMHHOTO MO3ra NMPUBOAUT K HEOOPAaTHMBIM HEBPOJIOTMYECKUM HApYLICHUSIM, TI03TOMY
IIPY HOSABJICHUH IEPBBIX CUMITOMOB HEOOXOOMMO PaccMaTpUBATh BOIPOC O JEKOMIIPECCHUPYIOLICH
OTIepaLy O MOSBJICHUS BBIPAKCHHBIX HAPYILICHUH.

e J[lammentaM c HapymeHHeM (QYHKUUH KHCTEH WIM C HapylIEHUEM HEPBHOW MPOBOAMMOCTH IO
pesynbratam DHMI' mokazana omeparusi T€KOMIPECCHH HEPBHBIX CTBOJIOB, KOTOpasl MPHUBOIUT K
ObICTpOMY CTOMKOMY yiydmieHuto (yHkouu. YacToTa penuIuMBOB KaplaJbHOIO TOHHEIBHOTO
CHHIpOMa y mamueHtoB ¢ pasnuudHbiMu Tunamu MIIC HemsBectHa. IlockonbKy mHOBTOpHAs
KOMIIpECCHsl MEJUaHHOTO HepBa BCJICACTBHE pyOLEBaHUS MM OTIOXKCHUS TIIMKO3aMHHOTIMKAHOB
BO3MOXHA, HEOOXOAMMO MPOAOIKATH HAOIOCHHUE.

e Koppekuus cepaedyHO-COCYAUCTONM HEAOCTATOUYHOCTH, apTEPUATIBHON TUIEPTEH3UU IPOBOIAUTCS
CTaHIAPTHBIMM METOJAMH JIEYEHUS NPHUHATBIMU B JEeTCKOM  kapauosioruu. [lo mokasaHusm
pelaeTcst BOIpoc 0 He0OXOAUMOCTH XUPYPTUUECKON KOPPEKIIHH.

e JleueHne TOBeACHYECKUX HAPYLICHUH NPOBOAMTCS TMCHUXPOHEBPOJOTOM, OOBIYHO HCIONB3YIOTCS
celaTHBHBIE CPEICTBA, TPAHKBUIM3ATOPHI, KOPPEKTOPHI MoBeAeHus. BbiOop mpenapara, 103UpOBKa,
JUINTENIBHOCTh Kypca ONPEAEISIIOTCS MHAMBHUAYalbHO. HaunHaroT nmpueM JaHHBIX IMpenapaToB IMOJ
TIATEJIbHBIM Bpaue€OHBIM KOHTPOJIEM B YCJIOBHSIX KPYIJIIOCYTOYHOTO / JHEBHOTO CTAaLlOHApA.

e Jlpy CHUMNOTOMAaTHUECKOW SMWIENCHH HAa3HAYAIOTCAd AaHTUKOHBYIBCAHTBHI, OIHAKO JIO3MPOBKH
WCIIONB3YIOT MEHBIIE CPEIHETEPaNeBTUUECKUX JUISl CHIKEHMSI pHCKa pa3BUTUS BO3MOXKHBIX
HexxenaresnbHbIX 3¢ dexros. Ilondop aHTUKOHBYJIBCAHTA OCYILECTBISAETCA IICUXOHEBPOJIOIOM B
3aBUCUMOCTH OT BUJIa IIPUCTYIIOB, JOKAJIU3ALKUU 04ara HaToJIOrH4eCKOM aKTUBHOCTH.

e [Ipu opTambMONIOTHYECKUX HAPYLICHUAX MPOBOAUTCS JICUCHHE MO MOKa3aHUSIM, MoJ00p Tepanuu
OCYIIECTBIISIETCS] HA COHOBAaHUM PEKOMEHALMH 0 JIEYEHUIO COOTBETCTBYIOLINX HO30JIOTHil.

e OpTronenuueckasi KOPpPEeKUUsI HApYLIEHUsT OCAHKH, TYTOIMOABHXKHOCTH CYyCTAaBOB C HMCIOJIb30BaHHEM
HEXUPYPrHYECKMX METOJOB BKIIOYAeT (UIUONPOLEAYPHl H NPUMEHEHHE OPTOMEIMYECKHX
ycrpoiicts. Ilo mokasaHusM OCYHIECTBISIIOT apTPOCKOIHUIO, NPOBOAUTCS XHPYpPrudeckas 3aMeHa
Ta300€APEHHOr0 WK KOJICHHOTO CyCTaBa, UCTIpaBlieHHE OCH HIKHEH KOHEUHOCTH.

e PeuuauBHpYyIOIIME OTUTHI, YacThle PECIUPATOPHBIC 3a00JCBAHUSI BEPXHUX [IBIXATENbHBIX IyTeH
TpeOyIOT TMPOBEICHUS CHMITOMATHYECKOW, aHTHOAKTEpHUATbHOM Tepamud, IO IOKa3aHHAM -
XUPYPru4ecKoro BMeIaTeIbCTBa.

AKTHBHASI AMMYHU3AIUS
YacTele pecnpaTopHbie HHPEKIHH 00YCIOBINBAIOT IPOBEICHUE BAKIIMHAIIMK TPOTHB THEBMOKOKKOBOM
U reMo(pHIbHOM HHPEKIIUH.

AHeCTe3H0JJOTHYECKHE MOCOOUsT

[Ipu mpoBeaeHUM 0OIICH aHECTE3UH HEOOXOIUMO MOMHHUTH O BBICOKOM PHUCKE KOMIIPECCHUU CIIMHHOIO
MO3ra BCJICACTBUC HCCTa6I/IJII>HOCTI/I aTJIaHTOAKCHAJIBHOI'0 CyCTaBa. KOpOTKa}I mes, OrpaHn4YC€HuC
IIOABUXXHOCTHU HI/I)KHCﬁ YCHIKOCTHU, YBCIHWYCHUC A3bIKAa, BbIPpAXKXCHHAA FI/II'IeprO(i)I/ISI aJCHOUA0B U
MHHIAJIUH CO3Mal0T TMPOOJEMBI TPH TPOBEACHUHM aHECTE3HOJIOTHYECKOTO TIOCOOHS, IOATOMY
MPEATIOYTEHUE CJIEMyeT OTHaBaTh MECTHOMY WM pPETHOHAIBHOMY oOe30ommBanuio. [lamment
npeaABapUTCIbHO KOHCYJIbTUPYCTCA KapauoJoroMm, OTOPHUHOJIAPHUHT OJIOTOM, AHCCTC3UO0JI0I'OM,
HCBPOIIATOJIOTOM. O6$I3aTCJ'H>HO MMPOBCACHUC ITIOJIHOT'O KapaAuoJIOTu4CCKOTro O6CJ'I€,[[OB8,HI/I$I,
nmosucoMHorpadun (i1 BBIABJICHHUS CTEHCHHM JbIXaTEIbHBIX HaApYIICHWH), NpH HEOOXOAMMOCTH -
OHAOOCKOIIMMU HOCOIJIOTKH U KOMHBIOTepHOﬁ TOMOFpa(bI/II/I JICTKUX. OHCpaTI/IBHOC BMCUIATCIIBCTBO C
aHeCTe3I/Ieﬁ HCO6XO,I[I/IMO IMPOBOJAUTHL B KPYIHBIX MCAUIMHCKHUX HEHTPAX, MMCHOIIHUX OPI/IT, TaK KakK
WHTYOAIHsI B ITOCIICAYIONMAs DKCTyOAIHsI Y TAKUX TAIlIEHTOB MOXET BBI3BATh 3aTPyTHCHHUS.

Peadnimranus

[ManmenTty ¢ wmykomonucaxapuaozom Il tuna ¢usmorepaneBrom u BpauoM-JIOK paspabareiBaetcs
MEPCOHANM3UPOBAHHBI KypC peaOMIUTALMM, BKJIFOYAIONIMHA Maccax, Je4eOHYyl QU3KYIbTYpY,
¢u3noTepaneBTUYECKUE MPOLENypPhl (MAarHUTOTEPANNIO, TEPMOTEPAIINIO, yIApPHO-BOJHOBYIO TEpaIHIo,
MeTOA OMOJIOTHYECKO 00PaTHOM CBA3H U IPyTUe MPOLEIYPHI).

Peabunuranmonnsie Kypebl (Maccax, JIOK, dusnonpoueaypsl, ICHX0OIOT0—TIeAarornyeckas MmoMoIilb)



JKCJIaTCJIbHO MPOBOAUTL B YCIOBUAX THEBHOT'O CTallMOHApa MPOBOAUTCA C yacToTou 3-4 pasa B 1oa.

ITcuxoJioro-negaroruyeckasi MOMoIb

[MpoBoguTcs B KOMIUIEKCE pEaOMIUTAIIMOHHBIX Meponpuatui. KoppeKInnoHHO-Te aroruieckoe
BO3JICUCTBUE OMPEENACTCS B 3aBUCHIMOCTU OT TSDKECTU U JUTMTENLHOCTH TECUYCHUS OOJIE3HH, CTPYKTYPHI
HapyIICHUN 3/I0POBbsI, CTCIICHN HEJOPA3BUTHS MMO3HABATEILHOW NEATCITHHOCTH, TUIA 3MOIIMOHAIHHOTO
pearupoBaHus, OCOOCHHOCTEH TOoBelneHUs peOeHka. BxiroueHHe KOPPEKIIMOHHO-TIEAAroTHYeCKOro
COTIPOBOX/ICHUSI B KOMIUIEKC BOCCTAHOBHUTEILHBIX MEPONPUATHH 00ecreurBaeT JOMOJHUTEILHYIO
OIICHKY TUHAMHUKHU TICHXHYECKOTO Pa3BUTHS KaK OJHOTO M3 BaXKHBIX MOKAa3aTeliell COCTOSIHUS 37I0POBbS,
MOBbIAeT 3P HEKTHBHOCTL TEPANIEBTHUESCKHUX BMEIIATENBCTB, CHIDKACT SKOHOMHUYECKOE OpeMs TaHHOM
MaTOJIOTUM 3a CYET COLMAIM3AllMM TAIleHTOB M COXPAHCHUS IICHXOJOTHYECKOTO IOTCHIIHAIa
TPYAOCIIOCOOHBIX YICHOB CEMbH.

IManauaTuBHAsE MOMOIIL

B cocraB mamnmaTtWBHBIX CIYKO BXOIAT BpadH, MEIUIIMHCKHE CECTPHI, TICHXOJOTH WM COLHAIbHEIC
pabotHuku. HecMoTps Ha TsKenoe COCTOSHHWE W TOCTOSHHYIO TOTPEOHOCTh B MOHHTOPHWHTE, BCE
MAalKUeHThl MPEUMYIIECTBEHHO HaXOASATCS JOMa B KPYry cBoei cembd U Apy3ei. OCHOBHOHM IEIBIO
pabOThl MAJUIMATUBHBIX CIYXO SBISICTCS CO3JaHUE BCEX HEOOXOAMMBIX YCJIOBUH Ui OOecreueHUs
HaX0X/IeHUs OONBHBIX B JOMAIIHUX YCIOBHUAX, & HE B CTEHAX JIEYEOHOTO YUPEXKACHHUS, UTO MO3BOIISET HE
TOJIBKO YIIYYIITUTh Ka4€CTBO JKU3HH OOJILHBIX U UX CEMEl, HO U CYIIICCTBEHHO CHH3UTh TOCYAapCTBECHHbBIC
3aTpaThl Ha HOCTOSHHOE CTAIMOHAPHOE JICUCHHUE TAKUX NALIUEHTOB.

MMPOTHO3
CMmepTh yacTo HacTymaeT B Bo3pacTe oT 10 mo 15 meT, u, Kak MpaBWIO, B PE3yJIbTaTe CEPACYHBIX H
pECTIPATOPHBIX OCIIOKHEHUH, HO OMMCaHbI cirydan cMmepTu B 50-60 ner.
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