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TepMI/IHLI H onpecacjacHus

HoBgrle u Y3KOHAITPABJICHHBIC HpO(beCCI/IOHaJII:HBIC TCPMHHBI B HACTOAIIUX KIMHUYCCKUX

PEKOMCHAAIUAX HE UCIIOJIb3YHOTCA



1. KpaTrkast unpopmanus

1.1 Onpeneaenune

Myxonosmcaxapuaodsl (MIIC) - rpynma HacjeACTBeHHbIX OoJie3Hed oOMeHa
BelleCTB, CBSI3AHHBIX C HapylleHHMeM MeTaloau3mMa riauko3amuHoraukaHos (I'AT),
NpUBOJsiliee K MYJbTHOPTraHHOMY mopaxeHur0 OOYCIOBICHbI [aHHbIE 3a00JeBaHUA
MYTaLHUSIMH I'€HOB, KOHTPOJIMPYIOIIUX IIPOIECC BHYTPUIN30COMHOIO THIPOIN3a MAaKPOMOJIEKYII.

Myxkonoaucaxapuno3 |l tama (Cungpom Canduiaunmo) - HacieICTBEHHAs
JTM30COMHAst 00JI€3Hb HAKOIJICHUS, T€HETUYECKU TeTeporeHHasi, 00yCIOBJICHHAs HAKOIUIEHUEM
rermapancyiabpara M XapaKTEpU3YIOINAsACS  MPOrPECCUPYIOIIMMHU  HEBPOJOTMUYECKHUMHU
HapyIICHUSIMH, YMEPEHHBIMH NU3MEHEHUsIMU ckenera [1-5].

Bce BblenepedncieHHblE NMPU3HAKK MPUBOJIAT K MHBAIMIU3ALUHU, a IPU THKEIOM

TEYCHHUH OOJIE3HHU - K JICTATHHOMY UCXO/TY.

1.2 ITHOJI0TUS U NATOT€HE3

Bo3moxen pnedunut pasHelx (pepMEeHTOB, HO BO BCEX CIydasx B JIM30COMax
HAKaTUTMBACTCSI OJIMH THIT TJIMKO3aMUHOTJIMKAHOB — Tenapancynbdar [1-5].

Beigenstor ueThlpe KIMHWYECKH HEPA3IUYUMBIX TOJTHIA, XapaKTePU3YIOIIHXCS
pa3HBIMU OMOXUMHUECKUMHU JeekTamu (Tabi.1).

Taoauua 1 - [Hoarunsr MIIC I111.

denorun Mecrononoxenue | OeHoTun l'en I'en/JIokyc depMeHT
MIM MIM

MIIC IIHA | 17925.3 252900 SGSH 605270 I'enapan-N-cynbsgarasa

MIIC I1IB | 17921.2 252920 NAGLU 609701 a-N-anerun-D-rrokozamuaniaza

MCIT IIC | 8pli.21 252930 HGSNAT | 610453 I'emapan anermn-KoA:o-
rioko3aMuHAA-N-
areTuiTpancdepasa

MIIC IIID | 12q14.3 252940 GNS 607664 N-anerunrimokozaMuH-6-
cynbgarasa

MIIC III A. Ten SGSH, xomupyromuii remapan-N-cynbdarazy, IOKaau3yeTcss B
XpOoMOcoMHo oOmactu 17q25.3.

MIIC I B. Ten NAGLU, xomupyromwmii o-N-anerun-D-riaroxo3zamunnnasy,
JIOKaU3yeTcsl B XpoMOCcOoMHOM obnactu 17g21.1.

MIIC III C. Ten HGSNAT, xomupyromuii anetuia-KoA:a-rioko3amus-N-
arieTmiITpancdepasy, JoKaJlInu3yeTcss B XpoMocoMHoO# obnactu 8pl1.1.

MIIC III D. Ten GNS, xomupyromuit N-arerunriiroko3aMuH-6-cynbdarasy
7



JIOKaTM3yeTcsl B XpOMOCOMHOM obnactu 12q14.

Knunnueckue npossnenus noarunos MIIC III cxonHsl.

[Monrun MIIC Il A - mHaubonee pacripoctpaneHHbIH. TedeHue 3abojeBaHUs MPHU STOU
¢dopme Hambojee TSHKEIOe, C pPaHHUM HayaloM, Hambosiee OBICTPHIM MPOTPECCHPOBAHHEM
CHMIITOMOB.

Tun HacnenoBanusi: Hacnenyercss mo ayTOCOMHO-PELIECCUBHOMY THUITY, SBIISICTCS
TeHETHUYECKH TeTEPOTCHHBIM 3abosieBanneM. Pomurenu OolbHOTO pebeHKa - TeTepO3UTrOTHHIC

HOCHUTCIIM ITaTOJIOTHYCCKOI'O I'CHA.

1.3 DnuaemMuoa0orus

Yacrora 1 Ha 80 000 HOBOpOXAECHHBIX. SIBIIIETCS TPETHUM IO YACTOTE BCTPEYAEMOCTH

CpCau BCCX U3BCCTHBIX B HACTOALICC BPCMA MYKOITOJIMCAXapUuA030B.

1.4 Koguposaumne no MKBE-10

E 76.2 - Mykononucaxapuno3 Il Tuna

1.5 IlpuMep AUArHO32

0 Myxononucaxapuoos Il A muna (cunopom Canghununno mun A). Hedocmamounocms
mumpanvrozo knanawna, I cm. HK 1. 3adepacka ncuxopeuegoeo pazsumus. CucmemHoe
Hedopazeumue peuu 1 ypoeusa. Ilosedenueckue uapywenus. Hapywenue pazeumus
auunocmu. Pomayuonnviil cunopom genu valgum. Penmeenonocuueckue npusHaKu coxa
vara ¢ 08yx cmopon. Ol - muonus crabou cmenenu. O] - cunepmemponusi ciaboi
cmenenu. Anuzomemponus. Peyuousupyrowue Hocogvle Kposomeuenus. Cmewlannas

My20yXocmo.

1.6 Knaccudukanus

B 3aBHCHMOCTH OT MEPBUYHOTO T'€HETHYECKOTO Ne(eKTa, MPUBOMAAIIETO K CHIKCHHUIO
aKTUBHOCTH JIM30COMHBIX (DEPMEHTOB BBIJEISAIOT HECKOJIBKO THIIOB MYKOTIOJIUCAXapUI030B
(Tabn.2).

Tabéauua 2 - Knaccuduxanus (Homenknarypa) MIIC.

MIIC | Tun Cungpom I'en depmeHTHBIH nedexT Xpomo- OMIM
COMHas
JIOKaJIH-
3a1ust
I MIICI H I'ypnep IDUA Jedumur ansda-L-unypornnazsr | 4p16.3 607014
MIIC 1 I'ypnep-1lleite 607015
H/S
MIICIS [eiie 607016
I MIIC I XaHtepa IDS Jedumr nnm orcyTcTBHEe Xq28 309900




HAypoHaT-2-cyab(aTasbl
Jedummr unm orcyTcTBHE
cynbhonaypoHaT cyinbdaTassl

Il MIIC IITIA | Candununmno 252900
SGSH Jedummr renapan-N-cynsdaraser | 17025.3
MIIC I1IB NAGLU Hedwumur N-anermn-a-D- 17q921.2 252920
TIIIOKO3aMHUHHAA36
Hedumut N-anerwr-o-
TJIIOKO3aMHUHHAA3H
MIIC IIC HGSNAT | dedumumr renapan-a- 8pl11.21 | 252930
riaroko3amuang N-
areTuITpancepassl
MIIC IIID GNS Hedwumur N-anernnrimrokozamus- | 12914 252940
6- cynbdaTassl
v MIIC IVA | Mopkuo GALNS Jedumur ranakrozamun-6- 16924/3 | 253000
cynb(haTasbl
MIIC IVB GLB1 Jedurmr B-ranakTozunazsl 3p21.33 | 253010
VI MIIC VI Maporo-Jlamu ARSB Hedurur N- 5014.1 253200
aleTWITaIakTo3aMuH-4-
cynb(haTasbl
VIl MIIC VI | Cnas GUSB Jedumr B-rimokypoHuIa3sl 7921.11 | 253220
IX MIIC IX Henocrarounocts | HYALL Jedumur ruanypoHnaassl 3p21.31 601492
THATypOHHUIA3bI

1.7 Kanuau4eckass KapTHHA

Otnuunrensroit yeptoit MIIC Il Tuna oT apyrux ¢Gopm sBISIETCS MEHee BBIpaKEHHOE
HAKOTUJICHHE TPOJYKTOB HApYIIEHHOTO OOMEHa B COEIMHUTENBHOM TKaHU, HO 3HAUYMUTEIBHOE
OTJIOXKCHHE MX B TKaHsX mo3ra [1-5].

OcHogHble — KIUHUYeCKUue  Npos6leHus:  YMCTBEHHas  OTCTalIOCTb,  YyMEpEHHas
TYTOTOABIKHOCTh CYCTaBOB, JIETKOE OrpyOeHHe UL,

Buewnuii 6u0: o0bI4HO 3a00J€BaHNE MaHU(PECTUPYET HA 2-M TOAY XU3HH. OTMEYaIOTCs:
OTCTaBaHHUE B pOCTE, HEOOJbIIAsT TYrOMoABWKXHOCTh CYCTaBOB, WHOT/IA YBEJIWYCHUE TEYCHU U
cene3eHKU. CaMbIM Ba)KHBIM MIPU3HAKOM SIBJISIETCS 3aJIepXKKa TEMIIOB TICUXOPEUEBOTO Pa3BUTHS
u Tpyboe Hapymenue mnoseneHus. K 3-My roay JKM3HM — peOCHOK IOCTENEHHO TepseT
proOpeTeHHbIE MOTOPHBIE U ICUXUYECKUE HABBIKH.

YepenHo-TUIIEBbIE aHOMAIMM HE3HAUYUTENbHBI - YBEJIWYEHHE JIOOHBIX OyrpoB, HU3KHE
Ha/JI0pOBHBIE JIyT'H, IMIMPOKas CIIMHKA HOCA, TYCThle OPOBH, CHHO(PPU3 (YBETHUYEHHE U CpalleHHe
OpoBeii), I'yCTbIE PECHMIIBI, CyXH€ U )KECTKUE BOJIOCHL. YacTo HAOII0qaeTCsl TUPCYTU3M.

Kocmnas cucmema: omopHO-IBUTATENBbHBIA anmapar CTpaJaeT MEHEE BBIPAKEHO, YeM
npu apyrux tunax MIIC. Unoraa ¢ 3 ner ormeuaercs 3amemerne pocra. OObIHO pu3nueckoe
pa3BUTHE COOTBETCTBYET Bo3pacTy. OO0beM [BHXKEHHMS B CyCTaBaX YMEPEHHO OIrpaHHYCH;
OTIPENeNAIOTCS MHOYKECTBEHHBIM JM30CTO3  JIETKOW CTENeHH, JeOopMalud TeJl TO3BOHKOB.
KocTHble uW3MEHEHHsT TPHUBOIAT K CHH)KCHUIO TMOJABMKHOCTH HIDKHEH YeNIOCTH, YTO
OTPaHUYMBAET CIIOCOOHOCTH OTKPHIBATH POT U )KEBATh.

Hvixamenonasa cucmema u JIOP-opeanvi: OTMEYAIOTCA 4YacTble PECIHUPATOPHBIE
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UHOQEKIMK B BUJAEC PUHHUTOB, CHUHYCHTOB, OTUTOB. Hakomnenne I'Al' B MuHmanuHax,
HAJrOPTAaHHUKE, a TAK)XKXE B TPaxee MPUBOJIUT K YTONIEHUIO U CY)KEHHIO JbIXaTEIbHbIX IyTEH U
Pa3BUTHIO OOCTPYKTUBHOTO arHOd. XapaKTepHO CHIDKeHue ciyxa. Ha Gosee mo3mHUX cTagusx
3a00JIeBaHMsI BCIICACTBUE HApPYUICHUS TJIOTAHUS BO3HUKAIOT OpPOHXHUTHI M ITHEBMOHHUH
acIUpaLMOHHOIO T'eHEe3a.

Opeanvl 3peHusi: y B3pOCIbIX NAllMEHTOB PA3BUBAETCS] MIUTMEHTHBIA PETUHUT.

Llenmpanvrnasa HepeHas cucmema: XapaKTepHA BBIPAXKEHHAs 3aICpKKa PpPEYEeBOro
pa3BUTHS ¢ OETHON apTUKYJISIMENH U MaJibIM 3anacoM ciioB. CaMocCTosITeNbHAs PeUb pa3BUBACTCA
penko, y 4acTu OOJBHBIX - TOJHOCTBbIO OTCyTcTBYeT. IlocremeHHo pasBuBaerTcs rpydoe
HapyIlIeHHUE IICUXUKH, YMCTBEHHAsl OTCTAJIOCTb (IeMeHIMs). PaccTpolicTBa MOBEAEHNUS - BayKHBIN
NAaTOTHOMOHUYHBIM MpH3HAK y TManueHtoB ¢ cuuapomoM Candununmo. bBonbHble
TUIEPAKTUBHBI, HEYIPABJIsIeMbl, SMOLMOHAIBHO JaOMIbHBI, BO3MOXHBI BHE3AITHBIE BCIIBIIIKH
pa3apaXuTEIbHOCTH, THEBA, IUIAKCUBOCTh. V3MeHseTCs oxo/Ka, Hapymaercs koopauHanus. K
20 rogamM cioCOOHOCTh XOJIUTh TEPSETCS.

Hapymenust cHa BCTpedaroTcsi MPaKTUYECKU Y KaXKJI0ro MalKueHTa, OECIIOKOHCTBO mepen
CHOM, YacToe NpoOYXKIECHUE, COKpalleHHE JUIUTEIIbHOCTH HOYHOTO CHA, COMHAMOYIU3M C
IPUCTYIIAMH arpecCuy, paHHee YTpeHHee MPoOyXKIeHNE, THEBHAS COHIIUBOCTb.

ITo mepe mporpeccupoBaHus 00JIE3HU MOSBIAIOTCS CYIOPOTH.

Hapymienust rnoTaHusi OTMEUArOTCSl IIPU  CPEIHETSDKEIOM U TSKEIOM  TEYEHHUH
3a00JIeBaHUs. M1 B OCHOBHOM CBSI3aHBI C (DYHKIIMOHHPOBAHHUEM CTBOJIOBBIX OTEJIOB T'OJIOBHOTO
Mmo3ra. HaOmionatoTcs mpu3HaKu 1CeBAOOYIbO0apHOTO Wi  Oyab0apHOro  mapaiuyei.
OTcyrcTBUE TPaBWIBHOW PEryssiliMM aKTa IJIOTaHUS NMPUBOIUT K 3a0pOCy NUILHM, CIIOHBI B
Tpaxero U OpOHXHAIBbHOE JAEPEBO M PA3BUTUIO BTOPUYHON MH(MEKUIUHU B BUAE PEIIMIUBUPYIOIINX
acTIMPallMOHHBIX OPOHXHUTOB M MHEBMOHUH. DTO yCYTr'yOJsieT pIXaTelbHble HapyIICHUSI.

Cepoeuno-cocyoucmas cucmema: CEpALE MOPAKACTCA PEIKO, MPEUMYIIECTBEHHO MPU
MIIC III B.

Kenyoouno-kuweunas cucmema: yBeIMUYEHUE IIEUCHHU, yBEJIMYEHHE cene3eHKH. YacTto
HAOJIIOAI0TCS TYMOYHBIE W TAXOBBIE TPBDKM, KOTOPhIE MOTYT PELUUAMBHUPOBATH TMOCHE
XUpYprudeckoil Koppekuuu. CKIOHHOCTh K 3MH30JUYECKON WM XPOHHUYECKOW nuapee. Y
NAIMeHTOB HAONIONAIOTCS THINEBBIE PACCTPOMCTBA, KOTOPBIE BBIPAKAIOTCA B TiAre K

HECheIOOHBIM BELIECTBAM.

2. /lmarnocTuka

Huaenoz MIIC 1l yemanasnusaemces na ocHo8anuu cO80KYRHOCMU KIUHUYECKUX OAHHBIX,

pesyibmamos Jza60pam0pH020 uccnedo8anus u MOJIEKYIAAPHO-2eHEeMUYEeCKO20  aHalusa
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(Ipunoxcenue I'l) [1-5].

2.1 ’Kaao0bLI 1 aHAMHE3

e [lpu cbope anamHe3a U kajod cienyeT oOpaTUTh BHUMaHUE Ha CIEAYIOIINE )KaJo0bl U

AHAMHECTUYECKHE COOBITHSL:
HapYIICHUE MTOBEACHUS
TUTIIEPAKTUBHOCTh
HapyIICHHEe CHa

HapYIICHUE TJIOTAHUS
CyJIopoTH

3aJiep’KKa PEUYeBOr0 Pa3BUTHUS
CHIDKCHHE CITyXa

CHIDKCHHE 3pEHUS

HEJIOBKOCTb MEJIKOM MOTOPUKH

O O O 0O 0O o o o o o

00J1acTH KOHEYHOCTEN
arapest
orpyOJieHuE YepT JIula

rermaToMEerainuga

O O O O

CIINICHOMCT aJIn A

2.2 Ou3uKkaJIbHOE 00CIeT0BAHUE

e Jlpu ocmoTpe HEOOXOOUMO OOpaTHThH
nposisiieHuss MIIC I11 tuna:

YMCTBEHHYIO OTCTaJIOCTb

THIIEPAKTUBHOCTD

perpecc ICUXOMOTOPHOTO Pa3BUTHS

TYTOTOABHXHOCThH CYCTaBOB

JIETKO€ OTpyOJIeHHE JHIla

rermaToMEerainuga

O O O O O o o

CIINICHOMCT aJIn .

BHMMAHHEC Ha

00JM B CIIMHE, HOTaX, MapecTe3nd (OHEMEHHE, MOI3aHIe «MYpPAIeK», TOKAIBIBAHUE) B

OCHOBHBIE  (DU3HKAIHHBIE

Bblpa&fceHHOCn’Ib KIUHU4YeCKUx l’lpO}Z@ﬂeHuﬁ 6 3aeucumocmu om eospacma oebroma

pazauynvix noomunog MIIC 1 (Ilpunooscenue 172).
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2.3 JIaGopaTopHAasi AMATHOCTHKA

. PekoMeHOBaHO WCCNEOBaHUE CIEKTpAa W KOJIMYECTBA DKCKPETHPYEMBIX
TJIMKO3aMHHOTJIMKAHOB C MOYOH.
Kommenrtapuu: y nayuenmos ¢ MIIC |l muna onpedensemcs nosviwiennviii ypogeHs

eenapancynvghama 6 moue.

PexomenyioBano ompezaenaeHue axTHUBHOCTH renapaH-N-cynbgarassl, o-N-anermn-D-
TIII0OKO3aMUHUIA3bI, Tenapad aneTui-KoA:a-rimoko3amunua-N-aneruntpancdepassl, N-
alleTWITITIOKO3aMUH-0-Cynb(aTazpl (B 3aBUCUMOCTH OT TIOATHINA) B  KYIBTYype
(GubpoOIACTOB, U30THPOBAHHBIX JICHKOIUTAX, .

KomMeHTapuii: eviasisemces cHudicenue akmusHOCmu onpeoeieHHo20 gepmenma 6

szasucumocmu om noomuna MIICIII.

PCKOMCH,Z[OBaHO MPpOBCACHUC MOJICKYIAPHO-TCHCTUUCCKOTO HCCICAOBAHHA: BBISABJIICHHC

myranuii B reHax SGSH, NAGLU, HGSNAT, GNS (B 3aBUCHMOCTH OT MMOATHUIIA).

PexomeH0BaH  KOHTpPOJIb ~ OMOXMMHUYECKOTO  aHajdu3a  KpPOBH  (OINpPENelsiioT
anannHamuHOTpaHcepasy (AJIT), acnmapraramunorpancdepasy (ACT), oOmwmii u
npssMol  OWIIMPYOHMH, XOJECTepHH, TpHIIMIEepHIbl, KpeatuHdochokunazy (KDK),

nakrataeruaporenasy (JIAD), kanbimid, hocdop, menounyro pocdarazy (LLID)).
PexoMeH10BaH KOHTPOIIb OOIIET0 KIMHHYECKOTO aHai3a KPOBU, MOYH.

2.4 UHCTPYMEHTAJLHAA IMATHOCTHKA

PexomenioBaHo npoBeieHHEe yabTpa3zByKkoBoro uccienoBanus (Y3W) opranos OpromrHoi

IIOJIOCTH, CCIIC3CHKH, ITOYCK.

PexomMeH10BaHO MPOBEICHUE PEHTIeHOrpadUu CKeJeTa.

KommenTapuu: npu penmeenocpaguu mazode0penHvlx Ccycmasos onpeoensemcs
oucnnazus  20108ku  Oedpennou kocmu. Ilpu penmeenozpaguu 2pyonou Kiemxu
onpeoensiemcs yKopouenue u pacuuperue ouapuzos mpyouamuix kocmei. Yniowenue u

pacuiuperue mypeykozo ceoid, Kito808UOHAs hopma mei NO360HKO8.

PexomennoBano mposenenue snexkrpomuorpadpun (OMI) u snexrpoHeripoMuorpadus
(OHMI).
KomMeHnTapum: ucciedosanue noseonsem oyenums @QYHKYUOHAbHOE COCMOSHUE

MbIULEYHBLX H’IKCZHelz, Hepeos U HepeHo-szweuHoﬁ nepedaltu; CMUMYIAYUOHHAA
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anexkmponetpomuozpagpus (SHMI') nozeonsiem onpedenums coasnenue cpeouHHO20 Heped
oadice 00 NOAGNEHUSL CUMNIMOMO8 U OOIHCHA NPOBOOUMbBCS, HAYUHAS C 803pacma 4-5 nem

eaHce200Ho.
e PEeKOMEHI0BAaHO IIPOBEACHUE AYAUOMETPHH.
e PexoMeHI0BaHO MMPOBEJCHUE Hccaeq0BaHus GyHKIMU BHemHero aeixanus (PB/]).

e Pekomenyercs mpoBeeHue ekTposHiedanorpapun (331)
KomMmeHnTapum: ocywecmensiom Onsi KOHMpONs U3MEHEeHUU (QYHKYuU KOpbl 20108HO20

mozea u 2]Zy6I/lHHbl)C MO3208blX CMPYKmMyp, C@O€6p€M€HHOlj OUACHOCMUKU YNUTIENCULL.

e PexoMeHI0BaHO MPOBECHUE TOJIMCOMHOTPpa(UH.
KommenTapum: y nayuenmog pedxko ecmpeuaemcsi 0OCMPYKMUBHO2O ANHOI CHA.
Oomnaxo, IICI" npu neobxooumocmu no3eoisiem onpeoeiums Xapakmep OblXamenbHbLX
HApyWeHutl (UCKIIOYUMb YEHMPALbHbIL 2eHe3, C643b ¢ cunepmpoguell aodeHouoos,

cepdelmoﬁ He00CmMamo4HOCMbIO UIU KOMNJIEKC I’lpullI/lH)

e PexomennoBaHo npoeneHue 3nekrpokapauorpapun (K1) u sxokapauorpadpuu (Dxo-

KI)

e PexoMeHII0BaHO MNpPOBEJCHHWE MarHUTHO-pe3oHaHCHOW Tomorpaduu (MPT) romoBHOrO
MO3ra, IIeiHOTO OTAeIa
KomMmeHTapum: xiunuyeckas KapmuHa He8pONOSUYECKUX NPOABIEHUN U pe3)Ibmamyl
00beKMUBHBIX Memod08 00ciedosanuss He 6ce20a Koppenupylom. Pezyiemamol
MazHumuo-pe3onancHou momoepaguu (MPT) eonosnozo mozea nayuenmos ¢ MIIC ne

ABAAOMCS OUACHOCMUYECKU 3HAYUMBIMU OJ15 ONpedeleHUs KOZHUMUBHO20 deduyuma.
e PexomeH10BaHO MpoBeaeHne komiblorepHoit Tomorpaduu (KT) ronosHoro mosra, 2.5

2.5 IluddepeHnuaibHasg TMATHOCTHKA

pyaue 8U0bI MYKONOAUCAXAPUOO308, MYKOAUNUOO3bL, 2AH2IUO3UOO3bL, Alb(a-

MAHHO3UO03, PYKO31003, MHOIHCECMBEHHAS CYIb(AMA3HASL HEOOCMAMOYHOCHb
3. Jleuenue

3.1 KoncepBaTuBHOE JIeUEeHHE

B nacmoswee epems ne cywecmeyem namocenemuyeckozo nevenus MIIC Il muna.

TpchnﬂaHmaL;uﬂ CMBOJIOBLIX KIeMOK He umeem OO0CMAMOYHbIX OAHHbIX OJisl wupoxKozco
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npumeHnenus (onucano Heckoavko cayuaes 6 CILIA). Tpancnianmayus KocmHo2o Mo32a

HeaghhexmusHa.

Hauueﬁmbl O00JIHCHDL nojgyyams cumnmomamudecKyro mepanuro 6 coomeemcmeuu c

BbLAGNIEHHIMU Hapyuwenuamu u scarobamu [1-5].

JleueHre MOBEIECHUCCKUX HAPYIICHUN MPOBOJUTCS MCHUXOHEBPOJIOTOM, PEKOMEHIOBAHO
UCIIOJIb30BaHUE CEJATUBHBIC CPECTBA, TPAHKBUIIM3ATOPBI, KOPPEKTOPHI TOBEICHHSL.
KommenTapuu: gs160p npenapama, 003uposka, O1umenibHOCMb Kypca Onpeoeistomcs
unousuoyanvio. Hauunarom npuem 0anHwuix npenapamos noo mujameibHuvlM 8pa4eOHbLM

KOHMPOJIeM 8 YCI0BUAX KPY2TNOCYMOUHO20 / OHe8HO20 CIAYUOHADA.

[Tpy cMMOTOMAaTUYECKOW SMUTETICHH PEKOMEHIOBAHO HAa3HAUYEHUE aHTUKOHBYJIHCAHTOB,
OJIHAKO JI0O3UPOBKH HCIOJIB3YIOT HIKE CPETHETEPANCBTUUCCKUX ISl YMEHBIIICHUS PUCKA
pa3BHUTHS BOBMOKHBIX HEXeNaTenbHBIX 3()()EeKTOB.

KomMmeHTapuu: noob6op aHmukoH8yibcanma ocywecmsiienmcs NCUXoHe8pPoI02oM 8

3A6UCUMOCIU OM 8UOA npucmynoe, Jlokajaiuzayuu odaca namoocu4eckol aKmuesHOCmu.

Koppekuust cepieqHO-COCyAUCTON HENOCTAaTOYHOCTH, AapTEpUaIbHONM TUIEPTEH3UU
PEKOMEHA0BAHO NPOBOAUTH CTAHJIAPTHBIMU METOJIAMU JICYEHUs NPHUHATHIMU B JIETCKOM
KapIuoJIOTUU (10 TOKa3aHUSAM pELIaeTCss BOMPOC O HEOOXOIMMOCTH XHPYpPTUYECKOH

KOPPEKLIUH).

[Ipu odTanbMONOTHYECKUX HAPYIICHUSX PEKOMEHIOBAHO IPOBOJUTH JICUCHHE TIO
MOKa3aHUsIM, TOJA00p TepamuM OCYLIECTBISETCS HAa OCHOBAHWU PEKOMEHIAMKA TI0

JICHCHHUIO COOTBCTCTBYIOIIUX HO30JIOTHH.

JUig opTONEeau4ecKOd KOPPEKIUU HapyLIEHHUsS OCAaHKH, TYTONOABMKHOCTH CYCTaBOB C
HCIOJIb30BAHUEM  HEXUPYPTMUECKUX  METOJOB  PEKOMEHJ0BAHO  MCIIOJIb30BaTh

¢du3nonpoLeaypsl U OPTONEANYECKHIE YCTPOIMCTBA.

[Ipy peunaMBHPYIOMIMX OTUTAX, YacThIX PECHHPATOPHBIX 3a00JIEBAHUSAX BEPXHHUX
JBIXaTEIbHBIX nyTen PEKOMEHI0BAHO IIPOBEJCHUE CUMIITOMaTUYECKOH,

aHTHOAKTEPUAIEHOM TEpanuH.

PexomeHn10BaHO ITPOBEACHUE BAKLMHALIMY [TALIUEHTOB IIOMUMO KAJICHIAPHBIX IIPUBUBOK,
JOIIOJTHUTEIBLHO IIPOTUB ITHEBMOKOKKOBOH, reMoQuIbHON UHpEKIHi,
MEHHHTOKOKKOBOH;  11€71ecO00pa3HOCTh  0OYyCIOBJIEHA YacTbIMH — PECIUPATOPHBIMU

UHQEKIUSIMH.
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3.2 Xupypruueckoe Je4eHue

e [lo nokazaHusiM npu OTCyTCTBHH 3(p(heKTa OT KOHCEPBATUBHOM TEPANTUU PEKOMEHIYETCs
MPOBEACHUE apPTPOCKONUH, XUPYprHUecKas 3aMeHa Ta300€IpeHHOTO WM KOJIEHHOTO

CyCTaBa, UCIIPABJICHUC OCHU HIKHEH KOHEYHOCTH.

e PexkoMeHIyeTCs paccMOTpPeTh IIPOBEACHHE XUPYPIHMUECKOIO BMELIATENbCTBA IIPU

TOPIUAHBIX K KOHCEPBATUBHOW TE€pAIllUU PEUUAUBUPYIOIIUX OTUTAX.

e [lamentam c¢ HapymeHHeM (QYHKIMM KHCT€H WJIM C HapylleHHeM HEpBHOU
npoBoauMocTu 1o pesyapratam OHMI' mokasana omepanusi I€KOMIIPECCHH HEPBHBIX
CTBOJIOB, KOTOpasi MPUBOAUT K OBICTPOMY CTOHMKOMY yiydlleHuto ¢pyHkuuu. Yacrora
pELUIUBOB KaplaJlbHOIO TOHHEJIBHOIO CUHAPOMA Y MALMEHTOB C Pa3IMYHBIMU THUIIAMHU
MIIC neunsBectHa. IlockosbKy OBTOpHAs KOMIIPECCHS MEIMAHHOTO HEPBA BCIEACTBHE
pyOlleBaHUS WM OTJOXXEHMS  TJHMKO3AMHUHOTJIMKAHOB  BO3MOJKHA, HallMEHTaM

HEe00X0IUMO IMTOCTOSIHHOE HAOIIOACHHUE.

e Ilpu cooOmaromeiics rugponedaTuil  MOKA3aHO  BEHTPHUKYIO-TIEPUTOHEATHEHOE

LIIYHTUPOBAHHUE.

e (CnaBneHue CIMHHOTO MO3ra IPUBOAMUT K HEOOPAaTUMBIM  HEBPOJOTHMYECKHM
HapyLIEHUsIM, T[O3TOMY TpU  TOSBJICHUU TMEPBBIX CHUMOTOMOB  HEOOXOJIUMO
paccMaTpuBaTh BOIPOC O JACKOMIIPECCUPYIOLIEH OIepaluu A0 IMOSBICHUS BBIPAXXEHHBIX

HapyILIECHUHN.

4. PeaOnauranus

Hayuenmy ¢ MIIC Il muna ¢uzuomepanesmom u epawom-JIOK pazpabamseieaemcs
UHOUBUOYATILHBIUL  KYPC  peaduiumayuy, GKUIOUAIOWUL MACCAdNC, Ae4eOHYI0  (DU3KYIbmypy,
@uzuomepaneemuyeckue npoyeoypvl (MAHUMOMEPAnuIo, mepmomepanuio, yOapHo-60IHOBYIO
mepanuio, Memoo OUOI02UUeCKOU 0OPAMHOU C853U U Opyaue npoyeoypsl).

Peabunumayuonnvie  xypcor  (maccasxc, JIDK,  puzuonpoyedypvl,  ncuxono2o—
nedazo2uueckas NomMowb) HCelamenbHo NpoBOOUMb 6 YCI08UAX OHEBHO20 CMAYUOHAPA
npogooumcs ¢ dacmomoil 3-4 paza 8 200, OIUMENIbHOCMb — ONPeOeNsemcs mAHCEeCmbio
COCMOANUS U OMBEMOM HA NPOBOOUMbBLE MEPONPUATNUSL.

Ilcuxonozo-nedazozuueckan nomouyb

IIposooumca 6 Kkomnaekce peabunumayuounvix meponpusmuu. Koppexyuonno-

neoazo2uueckoe 6030elcmeue onpedeﬂﬂemc;l 8 3a6UCUMOCMU OM MANCECMU U OJIUMENIbHOCMU
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meyeHust OONe3HU, CMPYKMYPbl HAPYULEHUL 300P08bsl, CIeneHu Hedopa38umusi NO3HABAMENbHOL
0esimenbHOCMU, Muna 3MOYUOHATLHO2O Peazuposanus, 0COOEHHOCmel No6edeHust pebeHKda.
Brarouenue koppekyuonHo-nedazo2uiecko2o conpo8oNcOeHUs 8 KOMIIEKC 60CCMAHOBUMENbHBIX
Mmeponpusimutl obecneyusaen OONOJHUMENbHYIO OYEHKY OUHAMUKU NCUXUYECKO20 PA36UMUs KaK
O00H020 U3 BAJICHBIX NOKA3amMenel COCMOsHUL 300p0o6bs, Nosvluiaem dhgdexmusHocmo
mepanesmu4eckux eMeulamenbCmes, CHUNCaem 3KOHOMUYeckoe Opemst OaHHOU NAmoiocuu 3a
cuem  coyuanuzayuu - NAYUEHMO8 U COXPAHEHUS.  NCUXOJLOSUYeCKO20  NOMEHYUand
MpyOOCnOCOOHBIX YIEHO8 CEMblU.

Iannuamuenas nomowb

Heobxooumo okasanue ececmoponneli nomowu (MeOUYUHCKOU, NCUXOCOYUATLHOU U
MAMEPUATLHOU) OemsIM C HeU3NeHUMbIMU 02PAHUMUBAIOWUMU CPOK JHCU3HU 3aboneeanusimu. B
COCMA8 NALTUAMUBHBIX CILYHCO 6X005IM 8PAYU, MEOUYUHCKUE CeCMmPbl, NCUXON02U U COYUATIbHbLE
pabomuuku. Hecmompsi na msdicenoe cocmosiHue U NOCMOSHHYIO NOMPEOHOCMb 8
MOHUMOPUH2E, 6Ce NAYUEHMbL NPEUMYUECMEEHHO HAX00AMCS 00MA 6 Kpyey C80ell cembu U
opyseil. OCHOBHOU yenvlo pabomvl NALIUAMUBHBIX —CAYIHCO SGNSAEMCs  CO30aHUe  6Cex
HeoOX00UMbIX YCLo8Ull 0151 0becneyeHUs HaxoHcoeHus: DOIbHbIX 8 OOMAWHUX YCIO8USX, d HE 8
CMEHax J1e4ebHO20 YUPeNHCcOeHUs, 4mo NO360Jislem He MOJIbKO YIVHUWUMb KA4eCmE0 HCUZHU
OONLHBIX U UX CeMell, HO U CYUWeCMBEHHO CHU3UMb 20CYOAPCMBEHHbLE 3ampanmbl HA NOCMOSIHHOE

CmayuoHapHoe 1everHue maKux nayuennios.
5. IlpouiakTuka ¥ JUCHIAHCEPHOE HAOII0eHHE

5.1 Ilpodpnaakruka

Cemvsam c OONbHLIMU JemvMu  pPEKOMEHOYemcsi — MeOUKOo-2eHemuiecKoe
KOHCYIbMUPOBAHUE C UYEbl0 pPA3bsCHEeHUsi  2eHemuuecko2o pucka. Kax u npu opyeux
aymocomHo-peyeccusHulx 3abonesanusx npu MIIC mun I, onsa xkaxcoou bepemeHnocmu puck
podicoenust pebenka cocmasisiem 25%. B cemwvsx, 20e ecmv 601bHOU pebeHOK, cyujecmeyem
BO3MOINCHOCHb NPOBEOCHUs. NPEHAMANbHOU U NpeumMniaHmayuonHou ouacnocmuxu. C smotl
Yenvio  2eHemuK — PeKOMeHOVem  pooumensim coomseemcmeyowue  OUACHOCMUYECKUe

nabopamopuu u MeOUYUHCKUe YeHmpbl.
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_Ilpenamanvnas ouacnocmuka 603MONCHA NyMeM UMEPEHUs. AKMUBHOCTU  (epMeHmos
6 buonmame sopcun xopuona Ha 9-11 nedene bepemennocmu u/unu onpedenenusi cnekmpa I'AI’
6 amuHuomuueckou oscuokocmu Ha 20-22 Hnedene bOepemennocmu. [[ns cemell ¢ U38ECMHbIM

2EHOMUNOM  803MOJHCHO npogederue J{HK-ouaznocmuxu.

5.2. Mouuropunr cocrosaus aerein ¢ MIIC

3abonesanue umeem mMynbmucucmemHyo npupooy u Heobpamumvle, npozpeccupyroujue
KAUHUYeCKUe NPOAGIeHUsA, YMo 00YCcl08IUsaem Heobxo0UMoCmy HAOII00eHUs He MOIbKO Y3KUMU
cneyuanucmamu  (OMOPUHONAPUHRONI02AMY, — XUPYP2AMU-OPMONEOamu,  OQhmanbMoni02amu,
Kapouono2amu, NYIbMOHONI02AMU, He8ponamono2am, cmomamono2amus), HO U
Quzuomepanesmamiui, 1020ne0amu, NCUXOI02AMU U PAOOMHUKAMU naiiuamunslx ciyoco [1-5].

Tayuenmul ¢ 0anHol HO30102UEl OONNHCHBL NOCMOSHHO HAXOOUMbCS NOO HADIIOOeHUeM,
1 paz 6 6-12 mec. (8 coomsemcmeuu ¢ MAHCECMbIO COCMOSAHUSA) NOKA3AHO KOMNJIEKCHOE
obcnedosanue 8 MHO2ONPOPUILHLIX CMAYUOHAPAX. [{IUMeNTbHOCb HAX0XHCOeHUs 8 CmayuoHape
/ Oneenom cmayuonape 21-28 oueil.

Habniodenue 6onvubix no mecmy scumenbcmed (68 amOy1amopHO-NOAUKIUHULECKUX
VCIOBUAX) OO0NHCHO OCYWECMBAAMbCA NOCMOAHHO. JlabopamopHvle U UHCMPYMeHmAaibHble
00C1e008aHUsL U PEKOMEHOYeMAs Yacmoma ux nposedenusi npeocmaeiena 6 [lpunroscenuu 1°3.

Jna npeoomepawjenus acnupayuoHHo20 NOPAXHCEHUS OP2AHO8 ObIXAHUS POOUMENAM UNU
auyam, ocywecmeaaowum yxoo 3a oonvuvim MIIC ¢ napywenuem enomanus, pekomenoyemcs

8bINOIHAMb BLINOIHEHUE PAOA PEKOMEHOAYUIL!

yacmoma Kopmienuti 00axcHa Ovimv He MeHee 8-10 p/cymxu HeboabUUMU NOPYUAMU,

- noJ0MCEeHUE OONbHO20 npu KOpmieHuu CUOSL UL C npunodlmmbm 20JI06HbIM KOHYOM,

eHCeOHEBHbIU OPEHANCHDIL MACCAAC, NPOBOOUMDbIL HECKOILKO pa3 8 OeHb,

8 cayuae epybooco HaApyuleHus: 210MAaHUusi peeyispHas CaHAYUs 6ePXHUX ObIXAMENbHbIX
nymeti ¢ HOMOWbIO INEKMPOOMcocd,

- KopMmileHue Yepe3 30H0 (0053amebHO npu OPOHXUMe/NHeBMOHU),

- NOCMOsSIHHOE NpUMEHEHUe 30HOA 8 cayuae 2pybo2o HapyuleHusi 210MAaHus,, Y4acmvix
OPOHXONIe20UHBIX UHGDEKYUL ACNUPAYUOHHO20 2eHe3d.

Habnmiooenue nayuenmos ¢ MIIC 1|l exnouaem evissienue 0Ci0MHCHEHUI OCHOBHOO

3abonesanus u conymcemeyrumux COCMOSAHUIL.
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6. I[OHO.]]HI/ITC.HLHaﬂ I/IH(l)OpMaHI/Iﬂ, BJIUNAIOIIIAA HA TCHCHHUEC U UCXO0

3a00J1eBaHUSA/CMHAPOMA

6.1 Oco0EeHHOCTH AHECTE3N0JOTHYECKOro Nocoous

IIpu mnpoBeneHun oOmIEH aHECTe3MH HEOOXOAMMO TIIOMHHUTH O BBICOKOM pHCKE
KOMIIPECCHHM CIMHHOTO MO3ra BCIEACTBHUE HECTAOMJIBHOCTH AaTJIAHTOAKCHAIBHOTO CYyCTaBa.
Koportkas mes, orpaHndeHye MoABMKHOCTH HUYKHEN UENIOCTH, YBEIMUEHHE A3bIKa, BIPAKEHHAs
runeprpodus  aneHOMZOB M MHUHJIMH  CO3JAal0T  NpoOJeMbl MpU  MPOBEICHHUH
AHECTE3MOJIOTHYECKOT0 TOCOOHs, MO3TOMY MNPEANOYTeHUE CIEAYyeT OTIaBaTh MECTHOMY WU
pernoHaigbHOMY 00e300iuBaHui0. IlanMeHT mpeaBapUTeNbHO KOHCYIBTUPYETCS KapAHOJIOTroM,
OTOPUHOJIAPUHTOJIOTOM, aHECTE3UO0JIOTOM, HEBpomaTosoroM. O6s3aTenbHO MPOBEICHHE MOJTHOTO
KapIMOJIOTUYECKOT0 00CceI0BaHus, TIOJTHUCOMHOTpadguu (7151 BHISBICHUS CTETICHH JIbIXaTeIbHBIX
HapYyLIEHH), TP HEOOXOIUMOCTH - SHJIOCKOIHUU HOCOTJIOTKA M KOMIIBIOTEPHON TOMOTpaduu
nerkux. OnepaTHBHOE BMEIIATENBCTBO C aHECTE3MEeH HEOOXOIMMO MPOBOIUTH B KPYITHBIX
MEIULIMHCKUX IeHTpaX, umeromux OPUT, tak kak MHTYOaLuss U MOCIEIyomas 3KCTyoaus y

TAKUX MAIIUCHTOB MOJCT BbI3BATb 3aTPYAHCHU.

6.2 Ucxoapl M IPOrHO3

BonbHble ymMuparoT, He gocturas Bospacta 30 JeT, 4acTo BCIEACTBHE BOSHHUKIINX MH(EKIHMA

HHMXXHHUX ObIXaTCIbHBIX Hy’I‘Cﬁ.

KpnTeplm OIICHKHU KaYeCTBa MeHHHHHCKOﬁ nmoMoIiu

Tabéumna 1 - Oprann3aluoOHHO-TEXHUYECKHUE YCIOBUS OKA3aHUS MEAUIIMHCKON TOMOIIH.

- CHCI_[I/IaJII/IBI/IpOBaHHaH MCAUIIMHCKAA IIOMOIIb
Blfl)l MEIUIIMHCKOHN IMOMOIIH

YciaoBusa okazaHus CranmoHapHO / B THEBHOM CTaI[MOHAPE

MEIUIHHCKOHN MOMOIIH

®opMma oxkazaHusd IInanoBas

MeAHIUHCKON MOMOIIH

Tadauna 2 - Kpurepuun kauecTBa 0Ka3aHUs MEJUIIMHCKOMN MTOMOIIH

YpoBeHb JOCTOBEPHOCTH
JI0Ka3aTeNnbCTB U

Ne Kpurepwnii yOeIuTeNbHOCTH

PEKOMEH 1ALl — HU3KU I
(koHCeHCyC AKcIepToB -D)
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BrinosHeHo onpeneneHne akTHBHOCTH renapan-N-
cynbdaraszbl, o-N-amerun-D-riroko3amMuHIIa361, TEApaH
anetwi-KoA:a-rimokozamuuna-N-anetuntpancdepassl,
N-areTuiararoKo3aMuH-6-Cynbdartassl (B 3aBUCUMOCTH OT
MOJITUIA) B KYIbType ¢pruOpoOIacToB, H30JIUPOBAHHBIX
JEUKOLIUTOB, IMUOO B TMSATHAX KPOBH, BBICYLICHHBIX Ha
GMIBTPOBANBHOM Oymare /MM MOJIEKYIISIPHO-
IeHETUYECKOE UCCIICIOBAHUE: BBISIBIICHUE MyTalluil B
renax SGSH, NAGLU, HGSNAT, GNS (B 3aBucumocTtu
OT MOJITUIIA).

BrinoaseHo ONpCACIICHUC TTIMKO3aMHUHOTJTIMKAaHOB MOYH,
€CJIM HC MPOBOAWJIOCH B NPCAIICCTBYIOIIIUC 6 MeEcALa

BrinonneHo sxokapauorpadusi, eciau He IPOBOAUIOCH B
npenuiecTpyromue 12 mecsies

BrinoaseHo OMpCACIICHUC PasMCPOB MCUCHU U CCIIC3CHKU
MO0 JaHHBIM YJIBTPAa3BYKOBOT'O UCCIICAOBAHUA, CCJIIN HC
IMPOBOANJIOCH B IMOCJICIHUC 6 MCCALICB

BrInosiHEHO yIbTpa3ByKOBOE HCCIIEN0BAHNE TIOYEK, ECIIU
HE IPOBOAMJIIOCH B IociieHue 12 MecsileB

Brinosnnena snextposHuedanorpadus, eciau He
IIPOBOJIMJIACH B TMOCIIEHUE 6 MECSIICB

Brinosnnena snexTpokapauorpadusi, eciu He
IIPOBOJMJIACH B NOCIEAHNE 6 MECSLIEB

BrinosnHena peHTreHorpadus OpraHoB IpyIHON KIETKH,
€CJIM HE IPOBOIMJIACh B ocieaHue 12 mecsues

BrImosiHeHa MarHUTHO-pE30HAHCHASI TOMOTpadus
HIEHHOTO OT/IeNIa TO3BOHOYHHKA, €CJIM HE MPOBOAWIOCH B
nocienuue 24 Mecsares

10

BrinosnHena koMreioTepHas ToMorpadus WM MarHUTHO-
pe30HaHCHasi TOMOTpadus TOJIOBHOTO MO3Ta, €CIIU He
IIPOBOJWIIOCH MOCJENHUE 24 MECSIIEB

11

BrinonHeHo omnpezenenre CKOpoCTH HEPBHOM
MPOBOAUMOCTH, €CJIU HE MPOBOAMIOCH B Mocieanue 12
MECSILIEB

12

Brinosnnena pentreHorpadus ckeneTa, eCiiy He
ITPOBOJMJIACH B NocaeaHue 18 MecsieB

13

BBIHOJIHCHa ay,Z[I/IOMeTpI/IH, C€CJIN HC HpOBO,Z[I/IJIaCI: B
nocienuue 18 Mecsames

14

BelnonHena KOHCYyIbTalMs BPA4OM-KapAUO0JIOTOM IIPU
HaJIM4YUH NATOJIOTUH CEPACUYHO-COCYAUCTON CUCTEMBI

15

BelnonHeHa KOHCYIbTalUs BPA4OM-
OTOPUHOJIAPUHIOJIOTOM IIPU HAJIMYMHU I1ATOJIOTUU CO
croponsl JIOP-opraHoB /BepXHHX JIbIXaTeIbHBIX MyTEH

16

BrinonHeHa KOHCynbTalKs BpauyOM-HEBPOJIOIOM IIPU
HAJIMYUH TATOJIOTUHA CO CTOPOHBI LHEHTPAIBHOW HEPBHOM
CHUCTEMBI

17

BelnonHena KOHCYIbTalKs BpauOM-OpTOIIE0OM IIpU
HaJIM4YUU NATOJIOTUH CO CTOPOHBI OIIOPHO-IABUTATEIIEHOTO
anmapara

18

BelnonHeHa KOHCYIbTaldsg BPadOM-XUPYpProOM IIpH
HIMYHMH [IATOJIOTUHU, TPeOyIOUIe XUPYypPrUIECKOro

19




BMCIIATCIIbCTBA

19

BrinosnHena koHcynbTalus BpadoM-odransmosiorom npu | D
HaJIM4YUU NATOJIOTUU 3PECHUS

20

BelnonHena KOHCYIbTalMsg BPAYOM-TICUXUATPOM IIPU D
HaJIM4YUU NOKA3aHUU

21

BrinosiHeHa KOHCYNIbTalMsl BpauoM-IIylibMOHOJI0roM 1ipu | D
HAaJIM4YUU NATOJIOTHH CO CTOPOHBI IbIXaTE€IbHON CUCTEMBI

22

BrinosnHeH OMOXUMHYECKUH aHaIU3 KPOBH D
(amanmHaMuHOTpaHChEpasa,
acraprataMUHOTpaHcdepasa, 00muil 1 npsaMoit
OUIMpyOHH, X0IEeCTEePUH, TPUTIIULIEPUIBI,
KkpeaTuHpocPOKIHA3a, TAKTATACTUAPOTCHA3a, KaTbIUH,
docdop, menounas pocdoTasza), eciu He TPOBOJHUICS B
IIpeauecTByonme 6 MecsleB
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Ipuiaoxenue Al. CoctaB padoueid rpynnbl

BapanoB A.A. axagemuk PAH, mnpodeccop, n.m.H., Ilpencenarens Hcmonxoma Corosa
neauatpoB Poccun. Harpaael: Opaen Tpynosoro Kpacnoro 3namenn, Opaen Ilouera, Opnen
«3a 3acnyru nepen OteuectBom» IV crenenn, Opaen «3a 3acayru nepex OteuectBom» Il
CTENEHU

HamazoBa-bapanoBa JI.C. axanemuk PAH, npodeccop, a.M.H., 3amectutens [Ipencenarens
Ucnonkoma Coro3a neauatpoB Poccun..

Kyues C.H., un.-kopp. PAH, n.m.H., wien npasnenus Poccuiickoro oOrmiecTBa MEAMIMHCKUX
TE€HETUKOB

Kysenkona JI.M., npodeccop, n.M.H., uieH Coroza neauarpos Poccun

I'eBopksin A.K., k.M.H., uwieH Coro3a neguarpos Poccun

Bamaxkmanze H. /L., x.M.H., unen Coro3a neauatpoB Poccun

MuxaiiaoBa C.B., 1.M.H., uneH Poccuiickoro o0mecTBa MeIUIIHHCKUX T€HETUKOB

Cemsiuknna A H., 1.M.H., unen Poccuiickoro o0miecTBa MEIUIMHCKHX T€HETUKOB
CasocrtbsinoB K.B., k.6.H., unen Coro3a neauarpoB Poccun

IIymkoB A.A., k.0.H., unen Coro3a nexuatpos Poccun

BockoooeBa E.1O., x.Mm.H., uneH Poccuiickoro o0IecTBa MEIUIIMHCKAX T€HETUKOB

3axaposa E.1O., 1.M.H., uien Poccuiickoro o0mecTBa MEIUIIMHCKUX TEeHETUKOB

Bummnena E.A., k.M.H., wien Coro3a nenuatpoB Poccun

ABTOpBI NOATBEPKIAT OTCYTCTBHE (PHHAHCOBON IONJECPKKU/KOH(PINKTA HHTEPECoB,

KOTOPbIN HE00X0AUMO 00HAPOAOBATD.
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Ipunoxkenue A2. MeronoJiorusi pa3padoTKu KIMHUYECKHX

peKoMeHIaumnii

LlesieBasi ayANTOPHUS AAHHBIX KIMHUYECKMX PeKOMeHIALMIi:

1.

© © N o U &~ DN

e e e
w N Bk O

Bpauu-nerckue kapaunosiory;

Bpauu-nynsMoHoOI0TY;

Bpauu-neguarpsr;

Bpauu o01eit BpaueOHON MpakTUKHU (ceMeiiHbIe Bpaun);
Bpauu —reHeruxu;

Bpaun- 3H10CKONIUCTEI;

Bpauu- penrrenosnory;

Bpauu ¢pyHKIIMOHATBHON TMArHOCTUKY;

Bpauu- nerckue cToMaToJIoru

. Bpaun- nerckue xupypru

. Bpauu gerckue aHecTe3n0JI0ru-peaHuMaTosIory;
. Bpauu-zgerckue HeBposory;

. Crynentsl meaunmHckux BY3oB

14.

OOyuarommuecs: B OpAMHATYPE U UHTEPHATYpPE

Knnnnyeckue PCKOMCHIAAINNU  CO3JaHbl Ha OCHOBAHUHU CHCTCMATHUYCCKOI'O

o030pa

muteparypsl 1992-2013 rr. Medline (Pubmed version), Embase (Dialog version) u Cochrane

Library databases, ¢ wucnonb3oBanueM co3aanHbix mpotokosioB (Mucopolysaccharidosis I:

management and treatment guidelines. Muenzer J, Wraith JE, Clarke LA; Pediatrics. 2009

Jan;123(1):19-29; Guidelines for the Management of Mucopolysaccharidosis Type I. Martins
AM, Dualibi AP, Norato D et al. J Pediatr. Vol. 155, No. 4, Suppl. 2. October 2009),

COBPCMCHHBIX MCKIAYHAPOAHLIX KIMHHUYCCKUX peKOMeH,Z[aI_[I/Iﬁ 10 AMArHoCTHUKEC, JICUCHHIO U

BEICHUIO 0OJIBHBIX C META0OIMUECKUMHU OOJIEZHIMMU.

Mykonwmcaxapudosbt OMHOCAMCA erdmm Hac1e0CcmeeHHbIM 3a60JzeeaHu;m, umo

UCKirouaem e603MOMHCHOCHLb npoeedemm oonvuiux KocopmHblX U pandomusupoeauubtx

KOHmMpPOIupoeanHvlx UCCNIe006aAHUIL U 0N CO30AHUA npomokKojioe OUAZHOCMUKU U mepanuu

ucnoas3yomcsa Jiuuilb memamuudecKkue uccneo06anus IKCnepmoe,

nocneonue 06a oecamuiemus.

onyﬁﬂukoeauuble 6
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Hpu.ﬂomeﬂne A3. CBsi3aHHbIE AOKYMEHTBI MOPAAKHN U CTAHAAPTDBI

OKa3aHus MeﬂHHHHCKOﬁ noMoIiu

[Hopsiaku oka3aHus MeIMIUHCKON OMOLIK:

1.

IIpuka3 MuHHCcTEpCTBa 31paBOOXPAHEHUs M COLMAIBHOTO pa3Butus PP ot 16 anpens
2012 r. N 3661 "OO0 yrBepxaenuu [lopsiika okazaHus neanaTpudeckoi momomnu')

ITpuka3 MunucrepctBa 3apaBooxpanenuss PO "OO yrepknenun Ilopsaka oxasaHus
MEIULIMHCKOM TIOMOIIM OOJBHBIM C BPOXKIECHHBIMH U (MJIM) HAacIeICTBEHHBIMHU

3aboneBanusMu" ot 15 HOs0ps 2012 r. N 917h).

CTaH)laprI OKa3aHHA MeIUINHCKON MOMOIIMN:

1.

ITpuka3 MunzapaBa Poccum ot 09.11.2012 N 7911 «O06 yrtBepxkaenuun CranHmapra
CIELUATU3UPOBAHHON MEIUIIMHCKON ITOMOIIHM JETAM IIpU MyKomnoJymcaxapuaose 11 tunay
[Tpuka3 MunzapaBa Poccum ot 09.11.2012 N 790 «O06 yrtBepxkaenuun CranHmapra
CHELUAaTU3UPOBAHHON MEIUIIMHCKOM IIOMOIIM AETSAM IpU Mykonoaucaxapuposax III, IV
u VII tunosy.

ITpuka3 MunzapaBa Poccum ot 09.11.2012 N 834n «O06 yrtBepxkaenuun CranHmapra
CIICLIMANIM3UPOBAHHON MEAUUMHCKOM MOMOIIM AETAM NIpU MyKomojucaxapuaose VI

TUIIa»
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Hpuiaoxenue b. Anroputm Beaennsi namuenta ¢ MIIC |11 tTuna

[Mauuent ¢ nogospenrem Ha MIIC Il Tuma

\4

Jnarnoctuka

Koncynbramus
po(UIBHOTO
CIIEIIUAJINCTA

HET

Juarxos
Ioareepxaen?

JA

IA

HOH60p CHMIITOMAaTHYCCKOMI TCparuvu B CTalluoOHape

JlucnancepHoe HaOmMI0IeHIE

v

IToxaszana
koppexiusa O3T?

HET
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[Mpunoxenue B. Uudopmauusa 1is1 nanmeHToB

Peakuuu ponuteneii u 61u3kux Ha auarHo3 "Mykomonucaxapuaos" pa3HsITCs.

B nepBeIii MOMEHT 3TO MOXET ObITh 00JerdeHne, 0COOCHHO €CIM POJUTENH OLIYTHIIH,
YTO C UX peOEHKOM HE BCE XOPOILIO, U MEUYTCS OT JOKTOPA K JOKTOPY, IBITAsICh y3HATh, YTO XKe
He Tak. [IoHaTHO, uTO nuarnosa "Mykomnonncaxapuo3" HUKTO HE XKEJIAaeT, HO B CaMblil NEPBBIN
MOMEHT POJUTENIN MOTYT HEMHOTO YCIIOKOUTHCS - Bellb MX pEOEHKY MMOCTaBMIIM TUArHo3, a pas
TaKk, TO $ICHO, B KakOM HampaBJeHWU Hano Oyner uaru naneiie. OIHAKO, OYEHb CKOPO
HACTYIAeT MOHUMAaHUE, YTO HE BCE TaK MPOCTO. YTO JIEUEHUsI TAKOTO, YTOOBI UCIIENTHIIO peOeHKa
cpa3y, HeT. BOJIBIIMHCTBO POAUTENEH HUCIBITHIBAET HENPEOI0JIMMOE YYBCTBO OIYCTOLIEHMS, a
3aTeM MPOXOJIAT YEPE3 BCE CTAUU MEUAIIH.

IIpoxons 4epe3 3TOT CHOXKHBIA NEPUOJ, OUYEHb BaXXHO MMETh Haaekay. OueHb Ba)KHO
o0IIaTbCs C CEMbSIMH, B KOTOPBIX €CTh MOJOOHBIE MpPOOJSEMBI, H3ydaThb HHPOPMALHIO O
3a00JIeBaHUM U COIYTCTBYIOIIMX €My acrekrax. [loMHHMTEe, YTO MEIUIIMHA HE CTOMT Ha MECTE,
pa3pabaTbIBalOTCS HOBBIC M PAa3BUBAIOTCS CYIIECTBYIOIIME METOMAbI JICUCHHs, YTO BEIET K
YIIYYIIEHUIO KadyecTBa ku3HU. [lomHuTe, 4T0 BHI - HE O 1HYU.

[Tpuznakn Mykomonucaxapua0o3a MU3MEHSIOTCS B IIUPOKUX Mpeaenax OT OOJIbHOTO K
O0onpHOMY. Y TAIMEHTOB TPOOJIEMBI C CEpIIeM, JETKHUMH, NHIIEBAPUTEILHON CUCTEMOH,
KOCTHO-MBIILIEYHOI'O amnnapaTa M IOPaKEHUSMU MO3ra, MHOrue ¢ MyKonoJjucaxapuuao3oM
HCIIBITBIBAIOT 0OJIbIIE OOJIH, YeM OOBIYHBIC JIFOIH.

B pannem perctBe getu ¢ Tsokenod Qopmoit Mykomonmcaxapuao3a MOTYT OBITh
THIEPAKTUBHBIMH, CUJIBHBIMH, OOBIYHO BECENbIMH, HO OYEHb OBICTPO YTOMIJISEMBIMH. Y HHUX
3aHMIKEHA CTEINIEHb KOHIIEHTpAallMM BHUMAHUS, UX MHTEIIEKTYaJbHBIM BO3pacT HMXKE BO3pacTa
¢usnueckoro pa3BuTHa. Takol peOEHOK MOXKeET, HalpuMmep, 3amepeTh ABEph BAaHHOH, HO
HECIOCOOEH MOHSATh, KaK BBITH 00paTHO, JTake KOTJIa B3POCIbIi MHOTO pa3 eMy oObsicHUT. OHH
TM00AT rpyOble pa3pylIUTEeNbHbIE UTPHI, CO3aHUE IIyMa U pa30pachlBaHUE UTPYIICK I TaKHX
JEeTOK ckopee urpa. OHM MOTYT HE CO3HaBaTh ONIACHOCTEH, YNPSMbI U HEAUCLUINIMHUPOBAHHBI,
MOCKOJIbKY 3a4acTyIO IIPOCTO HE MOTYT MOHSATh, YTO OT HUX TpeOyercs. HekoTopsle aeTn MOTyT
MMETh BCIBIIIKHA arpeCcCUBHOIO INoBeneHus. HekoTopble MOTyT Kakoe-TO BpeMs IOJIb30BaThCs
TyaJgeToM, HO OOJIBIIMHCTBO TMOJIb3YeTCA MOATY3HMKaMu. PoauTensM Takux JeTer
npoOJeMaTuyHO NPOCTO BhIcHaThcs. OHU HE JIOJDKHBI CMYILATBhCS CIpAIlUBaTh COBETA Y
JOKTOPA IO TIOBO/IY PACTOPMOKEHHOCTH peOeHKa 1 KOPPEKTUPOBKH €T MOBEICHHUS.

Hetu c nerkod  (GopMOH MYKOMOJMCAXapH103a, Kak MpPaBUJIO, IOJHOCTBIO HE
OTJIMYAIOTCSI B TIOBEACHWU OT 3JI0OPOBBIX JeTell. Bpems oT BpeMeHM OHHM MOTYT OBITh

HCCACPIKAaHHBIMU OT paCCTpOﬁCTBa, Koraa HX (bHBI/I‘IeCKI/IC OTpaHUYCHUA OCIA0T KHU3Hb

26



TpyaHOU. Hano BCsAYECKH MOOLIPATH MIPOSIBICHUAM UX CAMOCTOSATEIIBHOCTH.

[TopocTKOBBIE TOMBI Ul TaKUX JETeH MOTYT OBITb OCOOEHHO TPYIHBI.

Heo0x0IMMa TOMOTIIb, TOHUMAaHKe, 000IPEHHE, XOpoIliee U T00poe CIOBO.

HNm mpocto

Ipunoxenue I'l. Anroputm quarsoctuxku MIIC 11l Tunma

OCHOBHBIE CUMITTOMEI Broxumuaeckuii Crierudraeckuii
Mapkep, OMOXUMUYECKHI
TIPEIITOTATAOIIH I Mapkep,
HaJIM4HUe TTOITBEP K TAFOTITHIA
3a0051eBaHus IMarHo3
YMCTBEHHAs OTCTAaJIOCTb, CHmKeHHEe aKTUBHOCTHU
THITIEPAKTUBHOCTB, pEerpecc rermapan-N-
TICHXOMOTOPHOT'O Pa3BUTHS, cynbdarassl,
€peHHAas TYrOIOJABKHOCTD o-N-anermn-D-
yMEp yromoa TToBpIIeHHAs 1t
CyCTaBOB, JICTKOE OrpyOcHUE [IFOKO3aMHUHH/IA3EI,
AKCKpEenus
JIUIIA,9aCTHIC PECIIUPATOPHBIC L__N rerapaH areTu-
renapancyabgara [
WHQEKIH, TeaTOMETaus, MO — V| KoA:a-
CILUIEHOMET AT, ) raroko3amMuHuA-N-
aneTIIITpaHchepassl,
N-amerwiriaroKko3aMuH-
6-cynmbdarassl (B
3aBUCHMOCTH OT
TIOATHTIA)

MonekynspHo-
TEHETUIECKOE
HCCIIEI0BaHNE

BroisiBnenue myranuii B
renax SGSH, NAGLU,
HGSNAT, GNS (B
3aBUCHMOCTH OT
TOJITHIIA).
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Hpuinoxenue I'2. Oco0eHHOCTH KIMHHUYECKUX NPOSIBJICHUHA PA3IMYHBIX

noarunos MIIC III B 3aBucuMocTH OT Bo3pacTta 1e0r0Ta 3a00/1eBAaHUA

Cucrema Cumnrom Hosopoxna. | Mnagenust | letn ITonpocTku
IMHC Hapymenue nosenenus, | - * +++ ++
arpeccust
['MnepakTUBHOCTD - * +++ ++
3ajepxKKa U OTCTaBaHUE | - + +++ +++
B pa3BUTUU
Cynoporu - - + ++
Hapymenue cua - ++ +++ ++
Hapymenue rinoranus - + + +++
ITnmesapu | uapes - ++ ++ +
-TeIbHas JuchyHKIMS IeYeHN - * * +
cucTeMa
Opran CHuxeHnue ciyxa - * * +
ciyxa
Ckenerno- | I'pyOble uepThl nuia - + + +
MbIIICYHAs | MHOKECTBEHHBIN - * * *
JIM30CTO3
Cnenuans- | ['emapancynbgar B Moue | 11 " " "
HBIE AxtuBHOCTb remapan-N- | || ] R R R
naboparop | cyabdarassl,
-HBIE o-N-anetnn-D-
TECTBI [IIOKO3aMUHUIA3bI,
renapas aneTuia-KoA:ao-
riroko3aMuHug-N-
arnermiTpanchepassl, N-
aleTHITITIOKO3aMH-6-
cynbdarassl (B
3aBUCHUMOCTH OT
MOJITUTIA)
O6mme 'Al' B Mmoue " " " "
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Ipunoxkenue I'3. Taktuka Beaenus aereit ¢ MIIC 111 Tuna

Hccneoosanus Ilepsonauanvua | Kascovie 6 | Kascovle | Ooun
5 OYeHKa mec 12 mec pas
8 2 200a

Iloomeepircoenue ouacnoza
Anamnes 601e3uu
Knunuueckuii ocmomp
Pocm, eec, oxpyorcnocmo 20106v1
Buwinocaugocmp -

Ouyenxa I[HC
Komnvromepnaa momozpadghus
unu MPT 2ono6no2o mo3zea
Koenumuenoe mecmupoesanue
(DQ/IQ)*

Ckopocmb HepsHOlL
npogooumocmu/ IMI’
Ouenka cnyxa

Ayouomempus

Ouyenka 3penus

Ocmpoma 3penus

Ocmomp 2naznozo oua

P | < | <

I T [ B I e

>

Hccnedosanue pozosuybl
Hvixamenvnaa cucmema
DB/l

Hccneoosanue
cHa/noaucomnozpagun
Ooécneoosanue cepoeuno-
cocyoucmou cucmembl
Onexmpokapouozpamma
Oxokapouozpagus
Onopno-osuzamenvnulil
annapam
Penmeenoepaguu ckenema X ‘ ‘ ‘ X
Kenyoouno-kuweunviit mpakm
V3U opeanos oprownot nonocmu, | X X
00vem ceneseHKu, neyeHu
Jlabopamopmuwie uccnedosanusn
Onpeoenenue I'Al’ X | X | |
! Ilnst jereii crapie 3 JeT; paccTosiHUE, MPOMICHHOE 32 6 MUHYT (IIPEIITOYTHTEIbHBIM SBIISCTCS
TOT K€ MPOMEKYTOK BPEMEHH, YTO M B IMPEABLAYIINX TECTaX 3TOTO MAIMEHTA); YHCIIO CTyIEHEH,
NpoiIeHHBIX BBepX 3a 3 MUHYTHI. OnieHuBatoTcs nmokaszarenu caryparuu SpO2, Y/, YCC no u
IIOCJIE HArPy3KH.

2 DQ umi Kosddumment ymersennoro pasutist (KYP) - croco6 cpaBHeHs
MHTEJUIEKTYaJIbHOTO Pa3BUTHUS, CBOHCTBEHHOTO JTAHHOMY BO3PACTy (YMCTBEHHBIX CIIOCOOHOCTEMH
peOeHKa 10 OTHOLIEHHIO K €r0 CBEPCTHUKAM), C XPOHOJIOTHUYECKUM BO3PACTOM ((haKTHUECKUM
BO3pACTOM peOCHKA).

KVYP paccuntsiBaeTcs 1eI€HUEM HHTEIIEKTYaIbHOTO BO3pacTa Ha XPOHOJOTUYECKUI U
yMHOkeHueM Ha 100 ams nmosyueHus nenoro uncna. Cpeqauii ko3puuueHT yMCcTBEHHOTO

|||

sl il il i
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pa3BUTH U1 J1I000r0 Bo3pacrta cuutaercs paBHbiM 100.
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