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o Mykononucaxapupos IV Tuna (cuHgpom Mopkmo)

CnucoK COKpaleHuu

AT — anaHMHaMnHoOTpaHcdepasa

ACT — acnapTaTaMmnHoTpaHcdepasa

Al - rMnMKo3aMmHOrNnKaHbI

KT — komnbloTepHas Tomorpadus

JNIAI — nakTatgerngporeHasa

K®K — kpeaTuHdocokmHasa

MIIC - mykononucaxapugos

MPT — marHuTHO-pe3oHaHcHasa ToMmorpadus
TKM - TpaHcnnaHTaumMm KOCTHOro Mo3ara

Y3W — ynbTpa3BykoBOE UccnenoBaHme

®B[]l — dyHKUMNA BHELLHErO AblXaHus

®3T — cbepmeHTHas 3amecTuTenbHas Tepanmsa
WP — wenoyHasa gocdaTtasa

OKI — nccnepgosaHue

OMI" — anekTpomuorpacum

OHMI™ — anekTpoHenpommorpagus

Ox0-KI — axokapanorpadus

O3l — anekTposHuedanorpadus

TepMuHBI U onpeaeIeHUs

HoBble n Y3KOHaripaBJi€HHble I'IpO(beCCVIOHaJ'IbeIe TEPMUHBbI B HACTOALLUNX KITMHNYECKNX
pekomeHagaunax He UCrnoJib3yrTCA

1. Kparkas undpopmaunus

1.1 Onpenesnenne

Mykononucaxapugo3sbl (MINC) - rpynna HacnencTBeHHbIX 6onesHen obmeHa
BELLECTB, CBA3aHHbIX C HapyLleHnem metabonmama rnmko3ammHornmkaHos (FAD),
NpvBOASLLEE K MOPaXeHMo opraHoB 1 TkaHen. OBycnoBneHbl JaHHble 3aboneBaHns
MyTaUMsIMU FEHOB, KOHTPONMPYIOLLMX NPOLECC BHYTPUIM30COMHOMO rmaponnaa
MaKpOMOEKy .

Mykononucaxapugos IV tuna (Cungpom Mopkuo) -

(CMHOHMMBI: 6onesHb Mopkuro, cnoHanno-anndusapHas gucnnasus,
XOHApoocTeoancTpodus, AedopMupytoLas octeoxoHapoancTpodmsi, Mopkumo -



Bpanncdopaa cuHgpom, Mopkuo - Ynbpuxa cungpom, K - mykononucaxapuaos,
SKcuUeHTpoxoHaponnasus, [lyree - Menxvopa - KnayseHa cuHgpom)

- HacneacTBeHHasi 6onesHb HakonneHusi, obycrnosreHHas 4edULUTOM NN30COMarbHbIX
rmgponas: ranakro3aMmnH-6-cynbgaTt-cynbdartassl (MIC IVA) nnu ?-ranakrosvgasbl
(MIIC 1IVB), obycnosneHa OTNOXeHWEM B COEANHUTENbHOM TKaHM KepaTaHcyrnbdaTa u
XapaktepuayeTcs 3HaunTenbHOW aedopmanmen ckeneta n otctaBaHmem B pocte. Bece
BblLLIENEPEYNCIEHHbIE NPU3HAKN NPUBOASAT K MHBaNMAmM3aLumm, a npu TSKernom Te4eHum
6onesHu - kK neTanbLHOMy ncxogay [1-6].

1.2 DTHOJIOrHS U MATOreHe3

MIIC IVA tsxkénas gopma, reH GALNS nokanvMsoBaH B XpOMOCOMHOM obnacTu
16924.3. MINC IVB - nérkas ¢popma, reH GBS nokanvmsoBaH B XpOMOCOMHOW o6nactu
3921.33. BaxxHO OTMEeTUTb, YTO MyTauus reHa, Koampyowlero b-ranakrosungasy,
BbI3bIBAET TaKXKe raHrnnmo3ngos tuna |.

Tun HacnepoBaHus: Hacnep,yeTc;l Nno ayToOCOMHO-pelueCcCnBHOMY TUNYy.

1.3 Dnuaemuoorus

PacnpoctpaHeHHocTb MIIC IVA 1:250 000 HoBopoxaeHHbIX, MIC |V BcTpeyaeTca elue
pexe.

1.4 KoaupoBanue no MKb-10

E 76.2 - Mykononucaxapugos IV tuna

1.5 Ilpumepsbl AMATHO30B

e Mpykononucaxapudos IVA muna. CmeHo3 weliHo20 U 8epxHeepyOHO20 omdena
M0380HOYHO20 KaHana. Muenonamus weltHo20 omdena CrUHHO20 MOo32a.
BanbeycHas deghopmayusi HUXHUX KOHEYHOCMeU, COCMOSsIHUE r1ocrie
ornepamueHo20 rfieqyeHusi. [pagocmopoHHUU 3KkccyOamueHbIti omum. AOeHoUOb!
| cmeneHu. NpasocmopoHHsIsE KOHOYKmMuUeHasi myaoyxocms Il cmeneHu.
LeycmopoHHul akccydamueHbIl omum. Jle8oCmopOHHSS CeHCOHesparibHas
myaoyxocms | cmeneHu. OU kamapakma emopu4yHasl Ha4YaribHasl, CMeuwaHHbIU
acmuemamu3m. OD HavanbHas cmadusi MOMymHeHUs po208ul,.
HedocmamoyHocmb MumparnbHo20 U mpuKycrnudasnbHo20 KrianaHos. XCH Ocm.
CocmosiHue rocrie HaOMbIUWEeIKo8oU Koppeaupyrowet ocmeomomuu obeux
b6edpeHHbIx kocmel om 2012e., meduanbHo20 eemMuanugudeodesa oucmasbHoU
30HbI pocma neeoli 6edpeHHol kocmu om 2015e.

1.6 Knaccupurkamus

B cooTtBeTcTBUM C AEPULMTOM / OTCYTCTBMEM METABONMYECKMX NTM30COMAarbHbIX
depMeHTaM 1 COOTBETCTBYHOLUUM reHHbIM AedeKkTaM U TSXKECTU KITMHNUYECKOW
CMMNTOMATUKN BbIAENAIOT cnefyoLlmne Tunbl MyKononmcaxapmao3oB, NpeacTaBneHHble
B Tabn. 1.

Tabnuua 1 - Knaccudmkaums (HomeHknatypa) MIC.

MII Tun Cungpom I'en DepMeHTHBIN Xpomo  OMIM



MII
CIl
H/S

MII
CIS

MII

I11B

MII

I1C

MII

D

MII

MIIC I

I'ypnep-
lewe

[leiie

MIIC 1T

MIIC
IITA

NAGLU

HGSNA

GNS

MIIC
IVA

GLB1

I'ypnep

607015

607016

Xantepa

Candununmo

Hedbunut N-
anetmi-?-D-
TIIOKO3aMHUHU I35l
Hedunut N-
areTu-?-
TITFOKO3aMUHNIA3E]

Jeduuut renapas-
?-IIIIOKO3aMHUHUT
N-
aneTwiTpancdepas
BI

Hedurut N-
aIeTHIITITIOKO3aMHU
H-6- cynbgaTassl

Mopxkno

Hedunur ?-

IDUA

IDS

SGSH

17q21.

8pll.2

12q14

GALNS

3p21.3

nedexT -

COMHas
JIOKaJIH
-3a1Hs
Hedbunur ansda-L- 4p16.3
UIAYPOHHIA3bI
Jedunut umm
OTCYTCTBHE
UIypoHaT-2-
cynb(aTasbl
Jedunut umm Xq28
OTCYTCTBHE
cynbdourypoHar
cynb(aTtasbl
Jedbunut renapan- 17925.
N-cynbdarasb 3
252920
252930
252940
Jeguuut 1624/
raJjaKTo3aMuH-6- 3
cynbdarazbl
253010

60701

30990

25290

25300



C TaJIaKTO3U a3kl 3

IVB
Heguupt N- 25320
\4 MIIC VI Mapoto-Jlamu ARSB aneTwiragakrozamu  5ql14.1 0
H-4-cynb(arassl
92-
VI MIIC Cuias GUSB Jedbunur * 7921.1 25322
\l TIIFOKYPOHH 136l 1 0
MIIC IX Henocraro4yHocTh Hedbunur 3p21.3 60149
IX HYAL1
THATYPOHHIA3bI THATYPOHHIA3bI 1 2

1.7 Knuanveckasi KapTUHA

OCHO8HbIe KnuHU4YecKue rposierieHus:: 3HadnTenbHble gedopmaumm ckeneta, 0CO6eHHO
KOHEYHOCTEN 1 rpyaHoun kneTku [1-6].

BrewHul sud: petn poxagatoTcs 6e3 npusHakoB 6onesHun. NepBblie cMMNTOMbI
nosiBnsOTCA B Bo3pacTte 1-3 roaa; K 7-8 rogam KIMHU4eckast KapTuHa y>xe NoSTHOCTbHO
BblpakeHa. OTMevaeTCcs OoTCTaBaHue B pocTe U hmsndeckom passutum. Koxa
yTOMLeHa, ee Typrop u anacTUYHOCTb CHWXeHbl. MoryT HabnoaaTbCs LWMPOKNIA PoT,
KOPOTKUIN HOC, pefkue 3ybbl, BO3MOXHO UCTOHYEHMe 3yOHOM amanu. Pyku ypoanueom
dopMbl, WeA KOpoTKas. AHOManua rpyaHoun KneTkn, obuwasn cnaboctb Mblwil, X-
obpasHaga gedopmaums Hor, gucnrasvs TasobegpeHHbIX cycTaBoB. MIHTennekr
COXPaHEH.

KocmHas cucmema: 60ne3Hb xapakTepusyeTcs KapfIMKOBOCTbIO (POCT B3pOCIOro
6onbHoro okono 80-115 cm), HeNponopUNOHANbHbLIM TENOCNOXEHNEM (OTHOCUTENBHO
KOPOTKOEe TyrnoBuLLe, MuKpoLedanus, KopoTkas wwesl). BolpaxxeHa gedopmanms
ckeneTta, 0oCOBeHHO rpyaHon KneTkun (KypuHas, 6oykoobpasHas, kunesngHas).
OTmeyvaeTcs KMPOCKONMO3 rPyaHOTO M MOSICHUYHOMO OTAE0B NO3BOHOYHMKA, NPU
TYronoABWXHOCTM onpefensieTcs paccrnabneHve CBA304HOro annaparta B MENKnx
cycTaBax. BbIsBNAOTCS KOHTPAKTYpbl B JTOKTEBLIX, NI€YEBbIX, KONEHHbIX CyCcTaBax;
BarnbrycHas aedopmaumns HWKHUX KOHEYHOCTEW, NITOCKOCTOMNMe.

OpeaHbl 3peHusi: UHor4a oTMeYaeTcsl TOMYTHEHWE POTrOBULbI.

LleHmparnbHas HepeHas cucmema: Hanbonee 4YacTblM HEBPOMOrMYECKNM OCITOXXHEHNEM
y naunenToB ¢ MIC IV Tnna asnsaetcsa wenHaa mmenonatus. [puynHon coaBneHns
CMMHHOIO MO3ra y 3TOW rpynmbl NaLUMEeHTOB ABNAETCS HECTAabUNbHOCTb LUEMHbIX U
rpyaHbIX (pexxe) No3BOHKOB. B crnyvyae komnpeccum CNMHHOIO MO3ra B LUEMHOM OTAene
OTMeYaeTcs nopaxeHne NMpaMmmaHon CUCTEMbI, YTO MOXET NPUBECTU BEPXHEMY
BANIOMY U HUXKHEMY crniacTuyeckomy napanapesy. [1pu rpybbix MI3MEeHEeHUAX BO3HUKAOT
yCroBu1si AN KOMMNpPeccun KayganbHOro otaena CinMHHOro Mo3ra, YTo NpUBOAUT K
pa3BUTUIO BANOro napanapesa Hor. Takke MorytT UMeTb MECTO HapyLLEHUS Ta30BbIX
dyHKUMn. IHTEennekT 06bl4HO HEe HapyLUEH UM YMEPEHHO CHUXXEH. XapakTepHO
CHWXEHMe cnyxa, ¢ BO3pacToM pasBmBaeTcd rnyxota. CMHAPOM 3anscTHOro kaHana
ansa nauymeHtoB ¢ MIMC IV TMna He xapakTepeH.

CepdeyHo-cocyducmas cucmema: nopaxeHue cepaua HabnogaeTcss 40OBOSNIbHO peako
y Aeten. TunnyHa HeA4oCTaTOMHOCTb Aa0PTarnbHOIO KnanaHa, pexe MUTparnbHoro.
Kapanomeranusi 00bIYHO HOCUT BTOPUYHbIN XapakTep. Ha no3gHem cpoke 6onesHu
nposiBreHust bonee Bblpa)keHHbIE.



KenydouHo-KuweyHasi cucmema: OTCyTCTBYeT renartocnneHomeranus! Yacrto
BbIABMNAKTCA NYMNOYHbIE U MNAX0OBble MPbIKU, PACXOXKAEHME NPAMbIX MbILLLL XUBOTA.

2. ImarHocTuka

HuaaHo3 MIIC Il ycmaHaenueaemcsi Ha 0CHO8aHUU CO8OKYMHOCMU KITUHUYECKUX
OaHHbIX, pe3yribmamos nabopamopHo20 uccrnedosaHusi U MOMEKYISPHO-
eeHemu4eckoeo aHanu3sa (lNpunoxeHue 1).

B omnu4yue om Opyaux muros, mykorionucaxapudo3os IV mun xapakmepusyemcsi
omcymemeueM CHUXeHUST UHMersiiekma, noMymHyeHusi po2osuubl,
eernamocriieHomezanuu [1-6].

2.1 ’Kaj100b1 1 aHAMHE3

o [lpu cbope aHamHe3a 1 xxanob crnegyeT obpaTnTb BHUMaHUE Ha crnegyoLmne
Xanobbl n aHamHecTu4eckune cobbitna [1-6]:

e YXyALEHNe NEPEeHOCUMOCTN PU3NYECKMX HArpy30K, B YACTHOCTU YMEHbLLEHNE
MPUBbLIYHO MPOXOAMMON ANCTAHLUN

e CnabocTb B KOHEYHOCTAX

e TPYAHOCTM NOABEMA U3 MOSNOXEHUS CUAA U NéxXa
e UN3MEHEHME NOXOOKU

e HEIIOBKOCTb MENKOWM MOTOPUKM

o 6onn B cnnHe, Horax, napecre3mm (OHeMeHVIe, nosfidaHne «Mypatllek»,
I'IOKaJ'IbIBaHI/Ie) B obnacTn KoHe4YyHoCcTeM

e HapyLLUeHNe KOHTPONA (PYHKLMIN Ta30BbIX OpraHoB
e arnHO3 BO CHe

e paHee NpoBoauMas onepaTMBHas EKOMMNPECCUS LLEWHOro oTaena
MO3BOHOYHMKA W/UNK crioHAMNoae3

2.2 ®usukajabHoe 00cIef0BaAHUE

BbipaxeHHOCMb KITUHUYECKUX rposierieHul 8 3agucumMocmu om go3pacma debroma
pa3anuyHbix noomunos MIIC |V, npedcmasneHsi 8 [NpunoxeHuu 2.

OcHosgHble ¢hu3uKaribHbIe MPOSIB/IEHUS - 3HAYUTENbHbIE AedopMaLnn cKeneTa,
0COBEHHO KOHEYHOCTEWN U rpyaHON KneTku [1-6].

2.3 JIabopaTopHasi IMArHOCTHKA
« PekomeHgoBaHO nccnegoBaHue SKCKpeunmn KepaTchynbcpaTa C MOYO0M.

KomMmmeHTapum: onucaHa KnuHu4ecku cxo0Hasi gpopma cuHOpoma Mopkuo B 6e3
OMKITOHEeHUU 8 akmugHocmu ¢ghepMeHmoe8 u be3 kepamaHcynbghamypuu.

o PekomeHooBaHO nccnegoBaHMe akTUBHOCTW ranakro3aMuH-6-cynbdgaT-
cynbdaTtasbl (B criydyae MIIC IVA), b-ranakto3ngassl (B crniydae MIMNC IVB) B
KynbType pnbpobnactos, N305MpOBaHHbIX NENKOLMTOB, NTIMOO B NATHAX KPOBW,
BbICYLLEHHbIX HA PUNbTPOBanbHON Bymare.



KommeHTapun: y nayueHmos MIIC |V muna ebisisrisemcsi CHUXeHue akmueHocmu
pepmeHmos.

o PekomeHOoOBaHO MOMEKYNSPHO-reHeTUYeCKoe NccnegoBaHme: BbiBeHne
myTauun B reHax GALNS (ans MIC IVA) u GBS (ana MIMIC IVB).

2.4 UHcTpyMeHTAJIbHAS IMATHOCTHKA

o PekomeHgoBaHO NpoBeaeHne ynbTpasBykoBoro nccnegosaHusa (Y3W) opraHos
OpIOLLIHOM NOMOCTU, CENE3EHKM, NMOYEK.

« PekomeHgoBaHo rnpoBegeHne peHTreHorpad)vu/l cKerieTa.

KommeHTapuum: ebisernsomes degpopmayuu ckesiema, 0cCobeHHO epyOHOU Kremku
(KypuHasi, boYKoobpasHasi, KurnesuodHasi), KughoCKouo3 epyOHO20 U MOSCHUYHO20
omadesio8 o380OHOYHUK. Bbisigrisiromcs yrnoweHue U pacuupeHue mesi no380HK08, YeM
06bsICHSIeMCS XxapakmepHoe yKopodeHuUe mynoguua U HeobbIHHO KOPOMKas Wesl.
BbipaxkeHHbIU y2r1006pa3Hbil Kugo3. PeHmeaeH OnuHHbIX mpybyambix Kocmeu
8blsieriiem Hedopassumocme 3r1ugu308, yKopodeHue kocmel rnpeodrieyss. IokKmesas
Kocmb He docmuaaem slyye3anscmH{Ho20 cycmasa. IamMeHeHbl Kocmu maa3a:
8epmily)KHble 8rnaduHbl MIOCKUe U WUPOKUe, UX Kpbllua CKOWeHa, Kpblrbs
1o08300WHbIX KOcmeU HerpasusibHOU (hopMbl; KOHMYPbI 8CEX KOCMeU HepPOB8HbIE;
207108KU 6e0peHHbIX KocmeuU yriouleHsbl.

o PekomeHooBaHO npoBeaeHune anektpomuorpadpum (AMIN) n
anekTpoHenpomunorpadgpus (QHMI).

KommeHTapun: uccnedosaHue no3eosnsiem oyeHums hyHKUUOHaIbHOE COCMOsIHUE
MbIWeEYHbIX MKaHel, HEPB8O8 U HEPBHO-MbIUIEYHOU nepedayu; cmuMyIsyUOHHas
anekmpoHetpomuoepaghusi (OHMI) noseonsem onpedenums coasreHuUe cpedUHHO20
Hepea Oaxke 0 rosierieHUs CUMNMOMO8 U OO/KHa rpPo8oOUMbLCS, Ha4YUHas ¢ eo3pacma
4-5 nnem exe200Ho.

« PekomeHgoBaHO nposeageHne ayquomMeTpun.

« PekomeHOooBaHO npoBeaeHne ncecneaoBaHnsa YHKLUUM BHELLHETO AblXaHUs

(eBL).
o PekomeHayeTcs npoBeaeHne anekTpoaHuedanorpadgpum (33r).

KoMMeHTapuu: ocyLLECTBISOT 415 KOHTPONS M3MEHEHWUA (DYHKLIMKN KOPbI FOFNIOBHOIO
Mo3ra U rnyOGUHHbIX MO3roBbIX CTPYKTYP, CBOEBPEMEHHOWN ANArHOCTMKM SMUNENCUN.

o PekomeHgoBaHO npoeeneHmne I'IOJ'II/ICOMHOFpa(i)MVI.

KommeHTapuum: 0515 QuacHoCmuKu 06CcmpyKkmugHoO20 arHo3 cHa rnposooumcs
rnonucomMHozpachusi, Komopasi rno3eosisiem ornpedenums xapakmep ObixamesibHbIX
HapyweHul (UcKmo4Yume UeHmparsbHbIU 2eHes, c853b C aurnepmpoghuell adeHoudos,
cepOeyHoU HedoCmamoYHOCMbIO UIU KOMITIIEKC MPUYUH).

o PekomeHgoBaHO npoBefeHue anektpokapauorpadum (OKIM) n axokapgunorpadum
(Ox0-KI")

KommeHTapuu: pezynspHoe nposedeHue OKI, Oxo-KI, xonmeposckozo
MoHumopuposgaHusi IKI, cymo4yHo20 MOHUMOpPUH2a apmepuasbHo20 0asieHust
Heobxodumo nayueHmam ¢ daHHOU namosioauel, mak Kak ¢ paHHe20 eo3pacma y HUx
ommeyaromcs cepO0eyHo-cocyOucmble HapyWeHUs.



e PekomeHgoBaHO NpoBeaeHMe MarHUTHO-pe3oHaHCcHon Tomorpadumn (MPT)
rONOBHOr0 MO3ra, BHYTPEHHUX OpPraHoB, CKeneTa.

KommeHTapuu: knuHu4yeckasi KapmuHa He8posio2udecKuX rposisnneHuli u pedynbmamsl
0b6bekmusHbIx Memo0o8 obcriedosaHusi He ecezda Koppernupyrom. Pe3ynbmamsi
MaaHUMHo-pe3oHaHcHolU momozpagpuu (MPT) 2ornoeHo20 mo3ea nayueHmos ¢ MriC
He seristomcs duazgHoCmMuYecKU 3Ha4uMbIMu Orisi orpedenieHusi KoeHUMU8HO20
Oegbuyuma.

CKpUHUHe Ha KIUHUYecKue U 8u3yanu3ayuoHHbIe Mpu3HaKku KOMApeccuu CruHHO20
Mo32a. HecmabunbHocmb amiiaHmoakcuaibH020 cycmasa Moxem 6bimb 8bisierieHa
rpu peHmaeHoepaghuu wetiHo2o omadesia MO38OHOYHUKa C Haz2py3Kou, 0OHaKo Orisi
noomeepxx0eHusi KOMrpeccuu CruHHO20 Mo32a gcriedcmeue ymosueHUs1 e20
obornoyek mpebyemcs rposedeHue MPT.

o PekomeHooBaHO npoBeaeHne komnbioTepHor Tomorpadum (KT) ronoBHoro
MO3ra, BHYTPEHHMX OpraHoB, ckeneTa.

2.5 InddepeHunaibHas TUATHOCTHKA

[poeodsim ¢ pasnuyHbIMU 8apuaHmMamMu HaHU3Mma, rpu Komopom omcymcmeyrom
crieyuguyeckue U3MeHeHUs ckeriema, HeUHEKUUOHHbIMU nosiuapmpumamu [1-6].

3. Jleuenue

3.1 KoHcepBaTuBHOE JiIeYeHH e

®epmeHmolamecmumersibHas meparus pa3pabamaHa, 00HaKo, 8 Hacmosiujee epemMs
JniekapcmeeHHbIU npenapam 8 Poccutickol ®edepayuu He 3apeaucmpuposaH.

lNepcrnekmuesHbIl Memo0 fiedyeHusi MyKornosiucaxapudo308 — 2eHHasi meparusi.
OueHb 8axHO cuMnmomMamuyeckoe riedeHue [1-6].

o PekomeHOoBaHa KOppeKUMS HapyLLUEHNSI OCaHKWN, KOHTPAKTYpP CyCTaBOB C
MCMNONb30BaHNEM HEXUPYPIMYECKUX METOAO0B BKOYaeT dmsnonpoLenypbl 1
NPUMEHEHNEe opToneanYecKnx YCTPONCTB.

e [lpn cumnTOMaTMyYeCKon anunencmum pekoMeHLOBaHO Ha3HaYeHne
aHTMKOHBYINbCAHTOB, O4HAKO A03UPOBKN peKOMEHAYETCS UCMNOSb30BaTb MEHbLUE
cpegHeTepaneBTUYECKUX ANA CHUXKEHUSA pUcKa pasBUTUS BO3MOXKHbIX
HexenaTtesibHbIX 3 (eKTOB.

KoMmeHTapum: nod6op aHmMuUKoH8YnbcaHma oCyuecmerisiemcs rcUxoHeepoio2oM 8
3asucumocmu om euda npucmyrios, fiokanu3ayuu oyaza rnamosioaudeckoll
aKkmueHocmu.

o Koppekuuto cepaeyHo-cocyamcTon HeOCTaTOMHOCTH, apTepuanbHOn
rMNepTeH3nn pekoMeHayeTcst NPoBOAUTb CTaHAAPTHLIMU MeTogaMu
KOHCEpPBAaTMBHOIO fle4YeHUs, MPUHATBLIMU B AETCKOW Kapanuonoruun.

KoMMeHTapuu: 1o rnokasaHusiM pewaemcsi 80poc 0 HeobxoduMocmu Xupypaudeckol
Koppekuuu.

« PekomeHOoBaHO Npu peunanBUPYOLLMX OTUTAX, YaCTbIX PECMMPATOPHbLIX
3aboneBaHUsAX BEPXHMX OblXaTelbHbIX MyTel NpoBeaeHne CUMNTOMaTUYECKON,
No nokasaHusiM - aHTubakTepuansHoOM Tepanuu Npu oTCyTCTBMU NOKa3aHWI K



XMpYypruyeckomy BMeLlaTenbcTBy. Mpu CHKEHUM criyxa — Nogbop v HoLeHne
CIyXOBbIX annapaTos..

o [lpy opTanbMONOrMYECKMX HapyLLEHMSIX PEKOMEHAOBAHO NPOBeAeHME NeYeHns
Mo nokasaHusiM, Noadop Tepanumn OCyLLIECTBIISIETCA HA OCHOBaHUK
OOLLENPUHATBLIX PEKOMEHAALMI MO FIEYEHNI0 COOTBETCTBYHOLLMX HO30MOMMNA.

3.2 Xupypruueckoe je4yeHue

° I'Ip|/| pa3sntnn caasreHna CriMHHOro Moara, HecTabunbHOCTM aTnaHTo-
aKCnaJsibHOro Co4rieHeHnd pekoMeHO4oBaHO XMpyprm4eckoe BMeLlaTeribCTBO.

e [lpy HaNU4MM NokasaHWn K onepaTUBHOMY JIEYEHUIO LLENHOW MUenonaTum n
AedopmMaunm KOHEYHOCTEN, NepBOM PpeKOMEHLOBaHO NPON3BOAUTL
onepaTMBHY AEKOMMNPECCUIO CIIMHHOIO Mo3ra. Tonbko npu 6rnaronpuaTHOM
ncxoae AaHHOro BMeLlaTenbCTBa pekoMeHAoBaHa onepaTnBHas KOppekLms
AedopmMaunn KoHedHocTen. 1o nokasaHMsM peKoMeHA0BaHO OCYLLECTBNATb
XUPYPrMyYecKyo Koppekumio gedopmaumin KOHeYHOCTEN, UCpaBlieHne ocn
HWXHEN KOHEeYHOCTH

e HecmoTps Ha TO, YTO HECTABUNBHOCTL KpaHMOLEPBUKaNbLHOMO Nepexona urpaet
BeOyLLYyo posib B MATOMOMM CIMHHOIO Mo3ra, peKoMeHA0BaHO paccMoTpeTb
BOMPOC NPOBEAEHUSI onepaTUBHOM AekoMnpeccum 6e3 oKLMNUTOLEePBUKaNbHON
cTabunmsaumm, YTo MOXXeT 0ByCNoBUTL XOPOLLME NOCTONEPaLMOHHbIE
pesynbTaTbl. YCnelHble pe3ynbTaTbl U30NIMPOBAHHOM TAaMUHIKTOMUN C
HENPOAOMKNTENBHOM NEPMOAOM HabnAeHMS yka3biBalOT Ha Posb
NepMaHeHTHOro NOBPEXAEHUS CIMHHOIO Mo3ra Ha poHe YTOrLLEHUS
3KCTpaayparnbHbIX MArKUX TKaHeN, AoKa3blBasi COMETaHHbIN NaToreHes
N3MEHEHMWI KpaHMOLEPBUKANbHOMO Nnepexoaa.

« B cnyyae npoBeaeHus cnoHamnoaesa nocre npoBeaeHne onepaTMBHOMO
BMeLlaTenbCTBa B TeYEeHNe ANUTENbHOro BpEMEHN PEKOMEHIOBAHO HOLLEHUe
rano-annapara.

o [py HanUuuM NokasaHUn pekoMeHA0BaHO NPOBEAEHNE APYIMX XUPYPrUYeCcKnx
BMeLLaTeNbCTB: afeHOTOMUN, TOH3UINISKTOMMUU, FPbIXKECEYEHUSI.

4. PeaOuauranusa

lMayueHmy ¢ mykononucaxapudo3om IV muna ¢gpusduomeparnesmom u epaqdom-J1IOK
paspabamsbieaemcsi uHOUsUOyarbHbIlU Kypc peabunumauyuu, KnYarouul Mmaccax,
neqyebHyro ¢buskynbmypy, ghusuomeparnesmu4deckue npoyedypb! (MazHUmMomeparuo,
mepmomepariuro, yoapHO-80J/THOBYH meparnuro, Memod buonozu4yeckoli obpamHol
ces3u u Opyaue npoyedypbl).

PeabunumauyuoHHble Kypcbl (Maccax, JIPK, cpusuonpouedypbl, ncuxorno2o—
rnedazoauyeckasl MoMolb) XenamesibHoO pPoeoduUMb 8 yCrio8uUsIX OHEB8HO20
cmauyuoHapa rposodumcs ¢ Yacmomou 3-4 pa3a 6 200, 051umesIbHOCMb —
onpeodenssiemcsi MsKecmb COCMOSIHUST U OMBEMOM Ha po8odUMbIe MePOrpPUSIMUS.

lNcuxonozo-nedazoauvyeckKkasi TOMOWb

lposodumcs 6 komnnekce peabunumayuoHHbIX Meporpusmud. KoppeKyuoHHO-
rnedazoeuyeckoe 8o3delicmeue orpedernisemcs 8 3agucuMocmu om msixecmu u
onumersnibHoCcmMu mevyeHusi 6onesHu, cmpyKkmypbl HapyweHul 300p08bs, cmerneHu



Hedopa3ssumusi no3HasamesibHoOU 0esimesibHOCMU, mura 3MOUUOHaIbHO20
peaauposaHusi, ocobeHHocmelu riogedeHus1 pebeHka. BKrroyeHue KoppeKkUUOHHO-
rnedaz2o2u4ecKo20 CoMnpo8OXOEHUS 8 KOMIMIIEKC 80CCMaHO8UMEIbHbIX Mepornpusmuu
obecrieqyusaem G0MOSTHUMEbHY OUEHKY OUHaMUKU MCUXUYeCKO20 pa3sumusi Kak
O0OHO20 U3 8a)KHbIX rokalamesiell cCoCmosiHUSI 300p08bSi, Mnosbiluaem 3¢hghekmueHOCMb
mepanesmu4yeckux eMewamersiocme, CHUXxaem 3KOHOMu4Yeckoe bpemsi OaHHOU
ramorsoauu 3a cHem coyuasiudayuu nayueHmos U coXpaHeHusi rncuxoao2u4yeckKkoao
rnomeHuyuarna mpydocrnocobHbIX Y/1eHO8 CEMbU.

lMannuamueHasi nomowb

Heobxodumo oka3zaHue 8cecmopoHHel noMowu (MeduyuHcKou, rcuxocoyuarsbHou u
MamepuarsbHoU) 0emsm C Heu31e4uMbIMU O2paHUHUu8aroWUMU CPOK XU3HU
3abonesaHusiMu. B cocmae nannuamugHbix cryx6 exo0sam epayu, MeOUUUHCKUEe
cecmpabl, 1ICUX0s102U U coyuarbHbie pabomHuKku. Hecmompsi Ha msixersioe cocmosiHue
U MOCMOoSsIHHY0 nompebHoCcmb 8 MOHUMOPUH2€e, 8Cce nayueHmsl rnpeumMyu,ecmeeHHoO
Haxodsimcsi OoMa 8 Kpyay ceoel cembu U Opy3el. OcHO8HOU yersbio pabomsi
nannuamueHbIx cryx6 sensemcs co30aHue ecex HeobxoOuMbix ycriosuli Oris
obecrnieqyeHusi Haxox0eHusi 60sIbHbIX 8 OOMaWHUX yCrio8usiX, a He 8 cmeHax sie4ebHo20
YYpexXOeHUs, 4MO 1038019emM He MOJIbKO yr1y4YliUumb Ka4ecmaeo XU3HU 60sbHbIX U UX
cemel, HO U CywecmeeHHO CHU3UMb 20Cy0apCmeeHHbIe 3ampambl Ha MOCMOSIHHOe
cmauyuoHapHOoe riedyeHue makux nayueHmos.

5. IlpoduiiakTuka ¥ AUCHAHCEPHOE HADJII0IeHUe

5.1 IIpodunakruka

lpogpunakmuka mykornonucaxapudo308 - npeHamarbHas duaezHOCmMuUKa, OCHO8aHHasi
Ha HerlocpedcmeeHHOM orpedenieHuuU deguyuma hepmeHma 8 aMHUOMUYECKUX
Kriemkax.

lMpeHamanbHas OuascHocmuka pekomeHdosaHa 0ns mobou nocnedyrwel
bepeMeHHOCMU 8 CEMbSIX, OMSA20UEHHbIX Xomsi 6bl 00HUM criydaem MIIC.

5.2 MoHUTOPHHT cocTOsIHUA manueHToB ¢ MIIC

3abornesaHue umeem myribmucucmeMHyr rnpupody u Heobpamumsie,
rpozpeccupyrouue KnuHU4YecKue nposisrieHuss, Ymo obycrosnusaem Heobxo0uMocmb
HabmodeHuUs He MOJbKO y3KUMU crieyuanucmamu (OmopuHonapuHaoI02amu,
Xupypeaamu-opmonedamu, ogpmaribMosiocamu, Kapouosio2amu, nysibMOHOI02amu,
Hespornamorsio2amu, cmomMamorio2amu), Ho U ¢husuomepariegemamu, rio2ornedamu,
rcuxosioeamu u pabomHukamu nannuamugHbix cr1yx6 [1-6].

lNayueHmsbi ¢ 0aHHOU Ho30s102ueli O0IKHbI MOCMOSIHHO Haxo0umbCsi Moo
HabnodeHuem; 1 pas 8 6-12 mec. (8 coomeemcmeuu ¢ MsXXeCcmb COCMOSIHUS)
roKa3aHo KOMririekcHoe obcriedosaHue 8 MHO20MpPOoguIbHbIX cmayuoHapax.
LnumenbHocmb Haxox0eHuUs1 8 cmayuoHape / OHe8HOM cmauuoHape 21-28 OHell.

HabnodeHue 6051bHbIX 10 Mecmy xumesiscmea (8 ambyriamopHO-MOUKITUHUYECKUX
ycrosusix) O0/MKHO OCyWecmerisimbCsl MOCMOosiHHO. JTabopamopHsbie u
UHCMpymMeHmarbHble 0b6criedosaHusi U pekoMeHOyemasi yacmoma ux rposeodeHust
npedcmasneHa 8 lNpunoxeHuu 3.



6. lonostnuTebHast MHGOpMaNus, BJIUSIONIASA HA TeYeHHE U
HCXO0/1 3200/ 1eBaHUA

6.1 Oco0EHHOCTH AHECTE3HO0JOTHYECKOI0 IOCo0us

[Mpu nposedeHuu obwel aHecme3uu He0bxoOUMO MOMHUMb O 8bICOKOM PUCKE
KomMripeccuu CruHHO20 Mo32a ecriedcmeue HecmabusibHoCmMu amraHmoakcuaibHo20
cycmasa. Kopomkas wes, oepaHu4eHue nod8UXHOCMuU HUXHeU Yeslrocmu, yeenudyeHue
SA3bIKa, 8blpaxkeHHas aunepmpogusi abeHoudo8 u MuHOasiuH co3darom rpobrnemsi rnpu
rnposedeHuu aHecme3uos102u4ecKo20 nocobusi, noamomy npednoymeHue credyem
omoOasamb MECMHOMY USIU peauoHanbHoMy obe3bonusaHuro. NayueHm
rnpedsapumersibHO KOHCY/Ibmupyemcs kapoOuosi020M, OMOPUHOIapUH20/1020M,
aHecme3uosioeoM, Hegporamorsiozom. Obs3ameribHO MpPo8edeHuUe MosIHO20
Kapouosioaudeckoz2o obcriedoeaHus, MNosiucoMHozpaghuu (05151 8bIsI8NIeHUS] cmereHu
ObixamersibHbIX HapyweHul), npu Heobxodumocmu - 3HOOCKOMUU HOCO2/I0MKU U
KoMrbromepHoU momoepacghuu nneekux. OnepamusHoe emewamersbCmeo ¢
aHecmeauel Heobxo0uMo rPo8odUMb 8 KPYHbIX MEOUUUHCKUX UeHmpax, UMeruwux
OPUT, mak kak uHmybauyusi u nocnedyrouwjas sakcmybayusi y makux rnayueHmos
MOXXem 8bi38ampb 3ampyOHEHUSI.

6.2 Vcxoabl 1 IPOTrHO3

JlemanbHbIl ucxod Hacmynaem 0o docmuxxeHusi o3pacma 20 nem ecriedcmeue
cepOeyHo-r1e204HOU HedocmamoYyHocmu, pasgugaroujelicss Ha ¢hoHe
UHMeEPKyppeHMHbIX 3abonesaHull. BoaMoxHa 8He3arnHasi cMepmb 8 pesyribmame
CMeWweHUs amiaHmo-oKUUnumarsbHO20 COYNIeHEeHUS U 108pexX0eHuUsI cmeosia Mo32a.

Kpurepuu oieHKH KayecTBa MEAUIUHCKOU MOMOIIH

Tabnuua 1 - OpFaHI/I3aLl,I/IOHHO-TeXHI/I‘-IeCKI/Ie YCJ10BUA OKa3aHuA MEOVLNHCKON NOMOLLM.

Buja MeaunmHCcKoil moMoInu CHGIII/IaJ'II/ISI/IpOBaHHaSI MCIHUIMHCKAas IIOMOIIb
YciaoBus okazaHus MeIlI/II[I/IHCKOﬁ MMOMOILIH CTaHI/IOHapHO /B JAHCBHOM CTallUOHAPEC

dopma oKa3aHUS MeIMUMHCKON MOMOIIH IImanoBas

Ta6bnuua 2 - Kputepum kayecTBa okazaHnsa MeANLNHCKOM MOMOLLN

YpoBeHb JOCTOBEPHOCTH
JI0Ka3aTeNbCTB U

Ne  Kpurepwnii yOeIuTEeIbHOCTH
PEKOMEHJALNN — HU3KUHI
(koHCeHCyC KcTepToB -D)

BrImonHeHo ompeienieHne akTHBHOCTH T'aJlaKTO3aMUH-06-
cynbdar-cynbdarassl (B cinyyae MIIC IVA) u ?-

1 raakto3uassl (B crydae MIIC IVB) B kynbType D
¢ubpo06IacTOB M U30JIMPOBAHHBIX JIEHKOLIUTOB UM B
MATHAX KPOBH, BBICYILIEHHBIX Ha (PHIIbTPOBAIILHOM Oymare
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11

12

13

14

15
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W/WIM MOJIEKYJISIPHO-TEHETUYECKOE UCCIIEIOBaHHE
(BeistBIeHUE MyTanuil B reHax GALNS (myst MIIC IVA) u
GBS (mns MIIC IVB) (mpu mocTaHOBKE THarHo3a)

Brimonseno OIpeaACICHUC TVTIMKO3aMHUHOTIJINKAaHOB MOYH,
€CJIM HE UCCIICAOBAIUCH B IMIPCAMICCTBYIOINE 6 MECiLa

Beinonneno sxokapauorpadus, €ciy He IPOBOAUIIOCH B
npenuiecTpyromme 12 mecsues

Brmonaeno OIIPEACICHUC pa3MEPOB IMEYCHU U CCIIEC3CHKU I10
AAaHHBIM YJBTPAa3BYKOBOI'O UCCJIICIOBAHUS, €CIIU HE
IIPOBOAUIIOCH B ITOCJIICIHUEC 6 MecsIIeB

BeimonHeHo yabpTpa3ByKOBOE HCCIIEIOBAHUE MTOYEK, ECITH HE
IIPOBOAMIIOCH B MocieHue 18 mecsies

Brimonnena anekrposHuedanorpadus, ecnu He
IIpOBOAMIIACH B nocaeanue 18 mecsien

Brimonaena anextpokapauorpadus, ecim He TPOBOINUIIACH B
nocieaHue 6 MecsIeB

BrimonHena peHrreHorpadus OpraHoB TpYIHON KIETKH,
€CJIM He MPOBOJNIIACH B MOcieHue 12 mecsues

BrlironnHeHa MarHUTHO-pe30HAHCHAsE TOMOTpadus MEHHOTO
OTJieJIa TO3BOHOYHHKA, €CJIM HE MMPOBOIMIIACH B MOCIICIHHE
24 Mecs1eB

Brmomaena KOMITIBIOTCPHAA TOMOI’”pa(bI/ISI NI MarHuTHO-
pe30oHaHCHas ToMOrpadus roJI0BHOTO MO3Ta, €CIIHU He
MIPOBOAMIIACH B IIOCeAHNE 24 MecsIeB

BeinonHeHo onpeneneHne CKOpocTH HEPBHOM
IIPOBOAMMOCTH, €CIIU HE MPOBOAWIOCH B OCIEIHUE 12
MECSLEB

Brinmonnena nonrcoMHorpadus, eciau He MPOBOAMIACH B
mocieqane 24 MecsaIes

Brimonnena peHTreHorpadus cKeiera, eclid He
MPOBOJUJIACH B MOCJIeIHHE 12 Mecs1eB

BrinonHeHa MarHUTHO-pe30HaHCHas: ToMorpadus Win
KOMIIbIOTEpHAst TOMOTpadusi CKeJeTa, €Cu He MPOBOANIIACH

B niociieqaue 18 mecsiieB

Brinonnena aynquomeTpusi, €Ciid HEe TPOBOJIAIIACH B
nocienuaue 18 mecsiesn

BelnonHeHa KOHCYJIbTalHs BpAYOM-KapAUOJIOTOM ITPH
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HaJIMYUU TATOJIOTHH CEPACYHO-COCYAUCTON CHCTEMBI
Brinonnena KoHCyIbTalus BpauOM-0TOPHUHOJIAPUHTOJIOTOM
MPY HAJIMYUHU NATOJIOTUuU co cTopoHbl JIOP-opranos D

/BEpXHUX JBIXAaTEIbHBIX ITyTEH

BelinonHeHa KOHCYJIbTalKs BPa4OM-HEBPOJIOIOM IIpU

D
HaJIM4uM natosioruu co ctoponsl [THC
Brinonnena KoHCyIbTalMs BpauOM-OpTONEAOM MPHU
HaJIMYUU TaTOJIOTHH CO CTOPOHBI OIOPHO-BUTATEILHOTO D
anmapara
Brinonnena KoHCyIbTalKs BpauOM-XUPYProM Ipu HATUYUU D
MATOJIOTUH, TPEOYIOUIEH XUPYPru4ecKoro BMeIaTeIbCTBa
BrImonHeHa KOHCYIIBTANUS BPAa4OM-0()TaTbMOJIOTOM ITPH D
HAJIMYUU TATOJOTHH 3PEHUs
BrinonHeH 5-TUMUHYTHBIN TECT ¢ XO00M, ecliu He D

IMPOBOANJICA TOCIICAHNE 6 Mec

BeImoHeH OMOXUMHUYECKUI aHAINA3 KPOBH
(amanmHamMuHOTpaHCcdepasa, acmapraTaMuHOTpaHcepasa,
OOIIMI ¥ IPSIMOY OWMITMPYOUH, XOJIECTEPUH, TPUTITUIICPHUIBI,
KpeaTnHpocPOKHHA3A, TAKTATACTHAPOTEeHA3a, KaTbIIHH,
menovyHasipocdorasa, pochop), ecau He TpoBOIUICS B
IpeauecTByroume 6 Mecsles
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https://www.ncbi.nlm.nih.gov/pubmed/?term=Harmatz%20PR%5BAuthor%5D&cauthor=true&cauthor_uid=23385297
https://www.ncbi.nlm.nih.gov/pubmed/23385297

1. T.Jadhav, A.J. Kornberg, H. Peters, J. Lee, Ryan. Carpal tunnel
syndrome in pediatric mucopolysaccharidoses.
http://jicna.org/index.php/journal/article/download/jicna-2015-101/pdf

Ipunoxkenune Al. CocraB padoyer rpyninbl

BapaHoB A.A. akagemuk PAH, npodeccop, a.M.H., lNpeacenatens Mcnonkoma Cotosa
neguatpoB Poccun. Harpagel: OpgeH Tpyaoosoro KpacHoro 3Hamenn, OpaeH lNoveTa,
OpaeH «3a 3acnyru nepeg OteyvectBom» IV cteneHun, OpaeH «3a 3acnyru nepeg
OteuectBom» Il cTenenn

Hama3soBa-bapaHoBa J1.C. akagemnk PAH, npodeccop, A4.M.H., 3aMmecTuTenb
Mpencepnatens Ncnonkoma Coto3a neguatpos Poccun..

KyueB C.U., un.-kopp. PAH, o.Mm.H.

KyseHnkoBa J1.M., npodeccop, 4.M.H., yneH Coto3a negmatpoB Poccun
FeBopksiH A.K., K.M.H., yneH Coto3a negnatpoB Poccun

Bawakmapse H.[., k.Mm.H., uneH Coto3a negnatpoB Poccumn
CaBocTtbsHoB K.B., k.6.H., uneHn Coto3a negmnatpos Poccum

MywkoB A.A., K.6.H., uneH Coto3a negmatpoB Poccumn

3axaposa E.1O., g.M.H.

BuwHeBa E.A., kK.M.H., uneH Coto3a neguatpos Poccun

ABTOpbI NoATBepPXAAT OTCyTCTBME PUHAHCOBOW noaaepXKu/koHdnumkra
MHTEpecoB, KOTOPbIN HEOOXOoAMMO OOHapoaoBaTh.

Hpunoxkenue A2. Merog0/10rust pa3spadoTKi KINHHUYECKHX
PeKOMEeH AU

LleneBas ayauTopus AaHHbIX KIIMHUYECKUX peKoMeHAauun:
1. Bpauu-geTtckue kapguornoru;

Bpauun-nynbmoHonory;

Bpaun-neguatpel;

Bpauun obuien BpayebHOM NpakTukK (CemMerHble Bpayn);

Bpaun —reHeTuky;

Bpauun- aHgockonucThl;

Bpauun- peHTtreHonoruy;

Bpaun pyHKUMOHaANbEHOW ANArHOCTUKMY;

© © N o g bk WD

Bpauu- getckmne cromarosnorm
10.Bpauu- getckue xvpypru

11.Bpauu geTckne aHecTe3nosiorn-peaHumaTonoruy;
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javascript:void(0);
javascript:void(0);
javascript:void(0);
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12.Bpauun-geTckme HeBposory;
13.CTyneHTbl MeanuuHckmux BY3oB

14. O6yyatolmecs B opanHaType 1 UHTepHaType

1. KnuHuyeckne pekomeHaaumm co3gaHbl HA OCHOBaHMM cucTtemaTudeckoro obsopa
nutepaTtypbl 1992-2013 rr. Medline (Pubmed version), Embase (Dialog version)
n Cochrane Library databases, ¢ ncnonb3oBaHnemM co3gaHHbIX NPOTOKOSIOB
(Mucopolysaccharidosis |: management and treatment guidelines. Muenzer J,
Wraith JE, Clarke LA; Pediatrics. 2009 Jan;123(1):19-29; Guidelines for the
Management of Mucopolysaccharidosis Type |. Martins AM, Dualibi AP, Norato
D et al. J Pediatr.155, No. 4, Suppl. 2. October 2009), coBpeMeHHbIX
MEeXAYHaPOOHbIX KIMMHNYECKUX PpeKOMeHAaUN Mo ANarHOCTUKE, NTEYEHNIO 1
BeAeHN0 OONbHbIX C MeTaboNMYecknmm DonNe3HAMMN.

MyKononmcaxapMp,osbl OTHOCATCA K pedKUM HacrneaCcTtBeHHbIM 3aboneBaHusM, 4TO
NCKIto4aeT BO3MOXXHOCTb NMpoBeAEHUA SonbLunx KOrOpTHbIX N paHOOMU3NPOBAHHbLIX
KOHTPOJINPOBAHHbIX nccrnegoBaHMin U Ansi Co3gaHus MPOTOKOJ1I0B ANATHOCTUKA U
Tepannn NCnoJib3yrTCA JNMNLb TeEMaTU4YeCKME nccrieoBaHnA 3KCrnepToBs,
OHy6ﬂVIKOBaHHbIe B nocrnegHue aBa gecAaAtTuneTud.

Hpunoxkenue A3. CBsi3aHHBbIE JOKYMEHTbI

nop;u:u(u OKa3aHusi MeAULMHCKOW NOMOLLMU:

1. Tpukas MuHucTepcTBa 34paBOOXpaHEHUs U counanbHoro passutus PO ot 16
anpenda 2012 r. N 366H "O6 yTBepxaeHuu Nopsaka okasaHus neanaTpuyeckon
nomoymn")

2. lNpuka3 MuHucTepcTBa 3apaBooxpaHeHns PO "O6 yteepxaeHun MNopsagka
OKa3aHMsi MegULUMHCKON NOMOLLM BONbHLIM C BPOXAEHHBbIMU U (UNn)
HacnencTBeHHbIMK 3aboneBaHnamMmn" ot 15 Hosbps 2012 1. N 917R).

CTaHAaprI OKa3aHuUs MeaULUHCKOW NOMOLLMU:

1. TNpwukas Munsgpasa Poccum ot 09.11.2012 N 791H «O6 yTBEpPXKAEHUN
CraHgapTa cneumannanpoBaHHON MEOULMHCKON NOMOLLUM AeTAM npu
Mykononucaxapugose Il Tunax

2. lNpuka3 MuHsgpasa Poccum o1 09.11.2012 N 790H «O6 yTBEpPXOEHUM
CraHpapTta cneumnanuanpoBaHHON MEANLNHCKON MOMOLLM AeTAM Npu
mMykononucaxapugo3sax lll, IV u VIl Tunos».

3. lNpuka3 MuHsgpasa Poccum o1 09.11.2012 N 834H «O6 yTBEpPKOEHUM
CraHpapTta cneumanuanpoBaHHON MEAULMHCKOW MOMOLLM AETSM Npuy
Mykononucaxapugose VI tuna»

Ipuioxenune b. AJIropuT™MbI BeJIeHUS NAIUEHTA

MaumeHT ¢ nogo3peHmem Ha MIC IV tuna 6onesHb

[narHocTtuka



[narHos

MoaTBepxaeHH?ne

KoHcynbTauma npodunbHOro cneumanicTa
HET HET

AOA

CvMnToMaTuyeckasi Tepanvs B cTauMoHape cTauuoHape

[uncnaHcepHoe HabnoaeHne

OA

HET

lMokasaHa koppekuuns G3T?

[Mpuiaoxkenue B. Uupopmanus 111 NaMeHTOB

Peakuunn pogutenen n 6nmskmx Ha guarHo3 "Mykononucaxapuaos" pasHaTcs.

B nepBbIit MOMEHT 3TO MOXET BbITb 06nieryeHne, 0CO6EHHO eCnNu POANTENN OLLYTUNN,
4YTO C UX pebeHKOM He BCe XOPOLUO, N MeYyTCsa OT JOKTOpa K AOKTOPY, NbITasiCb y3HaThb,
YTO Xe He Tak. NoHATHO, 4YTOo AmarHosa "Mykononucaxapmngos" HUKTO He XXenaeT, HO B
caMblii NePBbIi MOMEHT POAUTENN MOTYT HEMHOIO YCMOKOUTLCS - BeAb UX pebeHky
NnocTaBunAM guarHo3, a pas Tak, TO ICHO, B KAKOM HanpaereHun Hago dygeT natm
Aanbwe. OgHako, OMeHb CKOPO HACTynaeT NoOHMMaHUe, YTO He Bce Tak NpocTo. YTo
neyveHna Takoro, Ytobbl ncuenuno pebeHka cpaasy, HeT. bonbWKNHCTBO poanTenen
UCNbITbIBAaET HENPEOAOMMOE YyBCTBO OMYCTOLLEHMS, @ 3aTEM NPOXOAAT Yepes Bce
cTaguu nevyanu.

Mpoxoasi Yepes 3TOT CNOXHbIA Nepuos, O4eHb BaXKHO MMeTb Haaexay. O4YeHb BaXkHO
06LLAaTbCA C CeMbSIMU, B KOTOPbIX €CTb NoA0GHbIe NPo6neMbl, U3y4aTb MHPOPMaLIO O
3aboneBaHUN 1 CONYTCTBYIOLLMX eMy acrnekTax. [loMHuTe, 4To MeguumHa He CTOUT Ha
MecTe, paspabaTbiBaloTCs HOBbIE U Pa3BMBAOTCA CYLLECTBYOLIME METOAbl NeYeHus,
YTO BeAeT K YIy4yLlEeHWIO KayecTBa Xu3Hu. NMoMHuTe, 4YTo Bbl - HE OaHMU.

MpusHakn Mykononncaxapngosa U3MEHSII0TCS B LUMPOKUX Npeaernax oT 60MbHOro K
B6onbHOMY. Y naumeHToB Npobnemsbl ¢ cepauem, NerkMmm, NueBapuTensHOn
CUCTEMOWN, KOCTHO-MbILLEYHOrO annapara u nopaxeHnsamMmm mosra, MHOrme ¢
Mykononucaxapngo3omM UCnbITbiBaOT BonbLue 60nun, 4em obblYHbIE NOAMN.



B paHHem geTtcTtBe aetu ¢ Tskenon popmon Mykononmcaxapmngosa mMoryT ObiTb
rMnepakTUBHLIMU, CUIbHBIMK, OBbIYHO BECENBIMU, HO O4YEeHb BbLICTPO yTOMNAEMbIMU. Y
HUX 3aHWXKeHa cTeneHb KOHLUEHTpauun BHUMaHUSA, X UHTENSEeKTyanbHbI BO3pacT
HWXXe BO3pacTa PU3NYECKOro pasBuTus. Takon pebeHOoK MOXET, Hanpumep, 3anepeTb
ABepb BaHHOMW, HO HECNOCOBEH MOHATb, Kak BbINTK 0B6paTHO, Aaxe Koraa B3pocChbii
MHOro pa3 emy 06bACHUT. OHK NOBAT rpydble paspyLlNTENbHbIE UMPbI, CO34aHNE LyMa
n pasbpacbiBaHMe UrpyLlek ansa Takmx AeTok ckopee urpa. OHM MOryT He Co3HaBaTb
onacHocTen, ynpsiMbl U HEAUCUUNIIMHUPOBAHHbI, MOCKONbKY 3a4acTyo MPOCTO HE MOryT
MOHSATb, YTO OT HUX TpebyeTcs. HekoTopblie AeTM MOMYyT MMETb BCMbILIKMA arpecCuUBHOIO

noBefeHunsi. HekoTopble MOryT Kakoe-TO BPEMS MONb30BaTbCS TyaneToM, HO
GonbLIMHCTBO NOMb3yeTcs noarysHukamu. Poautensam Takux aeten npobrnemaTtnyHo
npocTo BbicnaTbes. OHM He AOIMKHbI CMyLLATLCS CrpallnMBaTh COBETA y AOKTOpa MNo
NOBOAY PAcCTOPMOXEHHOCTU pebeHKka 1 KOPPEKTUPOBKM €ro NoBeaeHUs

[eTtu c nerkon goopmon Mykononmncaxapmgosa, kak npasuno, NOMHOCTbIO He
OTNMYalTCa B NOBEEHUM OT 340p0OBbIX AeTen. Bpemsi OT BpemMeHn oHM MoryT ObITb
HecaepXXaHHbIMW OT PacCTPOMCTBA, Korga ux nandeckne orpaHuyeHns genarT XU3Hb
TpyAaHoW. Hago Bcsyeckn NoowpsaTb NPOSABIEHNAM UX CAMOCTOATESNbHOCTW.

[MoapocTkoBble roAbl ANa Taknx geten MoryT 6biTb 0COB6eHHO TpyAHbI. iM npocTo
Heobxoanma nomoulb, NoHMMaHne, obogpeHue, xopolliee n 4obpoe Crogo.

Hpuiaoxenne I'.

buoxumunye
N Creuunduue
CKUH . Monekyn
Mapke i SIPHO-
PKep, onoxummuec P
OcHoBHbIE npezrnonara . reHeTu4ec
. KM Mapkep,
CUMITOMBI IOLIU I Koe
MOATBEPK 1A
HaJuuue . UCCIIEZIOB
FOLU I
3a00seBaHU aHue
JIMarHo3
A
CHuxeHue
IloBelIEHHAs aKTUBHOCTH  Mouekyn
SKCKpenus rajlakro3am  SIpHO-
KepaTtaHcyibpa  MH-6- TEHETUYEC
3HAYUTEIILHBIE  Ta ¢ MOYOM. cynbdart- KOe
nedopmaruu (ITpumeuanue: cyiabdara3bl  UCCIEI0B
CKeJIeTa, olnucaHa (B cimyuae aHue:
0COO€EHHO KIIMHUYECKU MIIC IVA), BblsiBIeHUH
KOHCYHOCTCH U cxoxaHas ¢popma  b- e
IPYIHOM CUHJpOoMa rajJiakTo3uj MyTanun
KJICTKH, Mopxkuo B 6e3  a3sbl (B B F€Hax
KapJIMKOBOCTh,  OTKJIOHEHHU B ciydae GALNS
HENPOIIOPIMUOH  aKTUBHOCTH MIIC IVB) (s
aJIbHOC (bepMeHTOB 1 B KYJIBTYpE MIIC
TEJIOCIIOKEHUE  (e3 ¢ubpodrmact IVA)wu
M. KepaTtaHcyib(a OB, GBS (nns
Typun). nzomupoBan  MIIC
HBIX IVB).

JIEHKOITNTOB
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Oymare.

Hpunoxkenue I'2. Oco0eHHOCTH KIMHUYECKHUX MPOSIBJICHUN
B 3aBHCHMMOCTH 0T Bo3pacra aedrora MIIC IV

Cucrema

Cepneuno-
cocynucTas

[HC

HI/IH_IeBapI/I'TeJ'ILHaH
CHUCTEMA

Yum

I'nasza

CkenerHo-
MBILLIEYHAS

CumnroM

Yronmenne
CTBOPOK KJIallaHOB

LepBukanbHas
MUEIONATHS

JuchyHkims
IIEYEHU

[Toreps ciyxa

[TomyTHEHUE
POTOBHIIBI

HectabunpHOCTE
aTJIAHTO-
OKIIUITUTAJIBHOTO
COUJIEHEHUS

['pyOble uepTsl nna
Hucnnazusa ThC

MHuokecTBEHHEBI
TU30CTO3

Bansrycnas
nedopmarus
KOJIEHHOT'O CyCTaBa

Cnabocth
(pacuiaTaHHOCTB)
CyCTaBOB

Kudos

Hosopoxn.

Mnaneniinl
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Ono"ToreHHas

- - ++ ++
TUTOILIA3US
Hwuzkopocnocts - + +++ 4+
BBI6YXE\1‘HI/IG i + t t
TPYIHOHN KIETKH
JlpIxarenpHas PecTpuktrBHOE + +
3a00JIEBAHUE JIETKUX
Croernuaib-
XOHJIPOUTHH " " " n
HBIE JIa0OpaToOp-HbBIS n- p n-
cynbdar B Moye
TECTHI
Keparaucynedar B
P yIb( n-? n-? n-? n
MOUYe
N-arteTriramakrosa-
MUH-6-cynbpatazaB 777 77?7 77?7 77?7
JIEUKOIIUTaX
OoOmmue I'AI' B MOue - n-? n-? n

Ipunoxkenune I'3. TakTuka Benenus nanuenros ¢ MIIC IV
THIIA

Onun
IlepBonavanbHas Kaxnpie 6  Kaxnabie pa3
Hccnenosanus
OIICHKA Mec 12 mec B2
roja
IMoaTBep:kaeHMe TUATHO3A X
AHaMHe3 00J1e3HH X
Kinnu4vecknii ocMoTp X X
Pocrt, Bec, OKpyKHOCTb I'OJIOBBI X
BeiHociuBocTs 1 X X
Ounenka HHC
Kommnbrotepaas Tomorpadus nim X X

MPT rosoBHOro Mo3ra

KoruutuBHO€E TECTUpPOBaHUE

(DQ/IQ) 2



CKopocTh HEPBHOM POBOIUMOCTH/

SMT X X
Ouenka ciyxa

Ayaunomerpus X X
OueHka 3peHust

Octporta 3penust X X
OcMoTp r1a3Horo aHa X X
UccnenoBanue poroBUIlsl X X
JIbIxaTebHasA cUCTeMa

OB/ X X
HccaenoBanue X X
cHa/moJiMcoMHorpadgus

O0caienoBanne cepaeyHo-

COCYAHUCTOM CHCTEMbI

DIeKTpoKapauorpaMmma X X
Oxokapauorpadus X X
OnopHo-aBUraTeIbHbII annmapar

Pentrenorpagus, KT, MPT X X
CKeJeTa

Kesryn104uHO-KHIIIEYHBII TPAKT

Y31 opranoB OprOIIHON MOJIOCTH; X X

00BEM CeIe3CHKH, ITIEYCHU

JlabopaTropHble uccie10BaHUA

Onpenenenne AT X X

1 [Ina peten ctapwe 3 neT; pacctosiHMe, NPoUAeHHOoe 3a 6 MUHYT (NpeanoYTUTENbHbIM
ABMSAETCA TOT XKe NPOMEXYTOK BPEMEHMU, YTO N B NpeablQyLLUMX TecTax 3TOoro naymeHTa);
4YMCIO CTYNeHeun, NPONAEHHbIX BBEPX 3a 3 MUHYTbI. OLeHMBaOTCH NoKkasaTenu
catypauum Sp0O2, Y, YCC go n nocne Harpysku.

2 DQ vnun KoadhdumumeHT ymcteeHHoro passutus (KYP) - cnocob cpaBHeHus
NHTENMNEKTyanbHOro pasBuTUs,, CBOMCTBEHHOIO 4aHHOMY BO3pacTy (YMCTBEHHbIX
crnocobHocTen pebeHka No OTHOLLEHWIO K er0 CBEPCTHUKAaM), C XPOHONOTMMYECKUM
BO3pacToM (hakTnyeckmum Bo3pactom pebeHka).



KYP paccuuTbiBaeTcs genieHneM NHTeNeKTyanbHOro Bo3pacra Ha XpOHOMOrMYecKnin u
yMHoXeHnem Ha 100 gns nonydeHus uenoro ymicna. CpegHun KoapnumneHT
YMCTBEHHOI0 pa3BuTua ansa nboro Bo3pacta cuntaetca pasHbim 100.

10 okmsbps 2016 2.



