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° (DepMeHTHaFI 3aMecTuTesibHaaA Tepanuns

CnucoK COKpaleHuu

AT — anaHMHaMnHoOTpaHcdepasa

ACT — acnapTaTaMmnHoTpaHcdepasa

Al - rMMKo3aMMHOrNNKaHUTTIMKO3aMUHOTTTVKaHbI
KT — komnbloTepHas Tomorpadus

JNIAI — nakTatgerngporeHasa

K®K — kpeaTuHdocokmHasa

MIIC - mykononucaxapugos

MPT — marHuTHO-pe3oHaHcHasa ToMmorpadus
TKM - TpaHcnnaHTaumMm KOCTHOro Mo3ara

Y3W — ynbTpa3BykoBOE UccnenoBaHne

®B[]l — dyHKUMNA BHELLHErO AblXaHus

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

OKI — nccnepgosaHue

OMI" — anekTpomuorpacum

OHMI™ — anekTpoHenpommorpagus

Ox0-KI — axokapanorpadus

O3l — anekTposHuedanorpadus

TepMuUHBI U onIpeaeIeHU

depMeHTHasA 3aMecTUTENbHaA Tepanusa — fieyeHre, 3aknoyatoLleecs B
NOXW3HEHHOM BBeAEeHMU npenapaTta (PeKoMOMHAHTHOro 9H3MMa) NaumneHTaMm ¢
BPOXOEHHbIM AedekToM MeTabonmama.

1. Kparkasa undpopmanus

1.1 Onpenesenue

Mykononucaxapuao3sbl (MINC) - rpynna HacneacTBeHHbIX 6bonesHen obmeHa
BELLEeCTB, CBA3aHHbIX C HapyLleHnem metabonusma rrnmko3amuvHornukaHos (FAlN),
npmBoAsLLEe K NOPaXeHUo opraHoB 1 TkaHen. OBycnoBneHbl AaHHble 3aboneBaHus
MyTauUSMN FEHOB, KOHTPONMPYHOLLMX NPOLLECC BHYTPUIM30COMHOIO rmaponmnsa
MaKpOMOIEeKy .

Mykononucaxapupgo3s VI tuna (CuHgpom MapoTo Jlamun) HacneacteeHHas
nunsocomarnbHasa 60ne3Hb HaKoMNNEHUS, NPU KOTOPOWN HEAOCTAaTOYHOCTL hepmeHTa N-



aueTtunranakrosamuH-4-cynosgarasbl (apuncynbsdartasel B) npyuBoanT K HapyLleHuto
CTyneH4yaTon gerpagauuu riokosamuHornnkarda (FAlN) gpepmataHcynbdgarta [1-5].

CunHgpom MapoTto-Jlamn aBnsaeTcs KNMHUYECKN HeO4HOPOAHbIM 3ab0neBaHNEM C TOUKN
3pEeHNst pacnpPoOCTPaAHEHHOCTM U CKOPOCTU NPOrpPeECCUPOBAHNSA NOPaKEHUST PasNYHbIX
opraHoB 1 cucteMm . bonesHb xapakTepuayeTca oTCTaBaHMEM B pOCTe, U3BMEHEHUSIMU CO
CTOPOHbI OPraHoOB 3pEHUS, OrpybeHnemM YepT nuua, CHKEHNEM CryXa,
TYronogBWXXHOCTbIO B CyCTaBax, rernatocnsieHoMeranmen, NoCTeNeHHbIM pasBuTneM
cepaeYvyHO-COCYANCTON U AblXaTeNbHOM HeLOCTAaTOYHOCTU. Bee BbllenepeymncrieHHble
NPU3HaKn NPUBOAAT K UHBANUAM3ALUK, a MPU TSHKENOM TeYEHUN BONe3H - K
netanbHOMY Ucxogy.

1.2 DTHOJIOrHS U MATOreHe3

HepocTtatouHocTb pepmeHTa N-aueTtunranakrosamuH-4-cynbgarasbl
(apuncynbaTtasbl B) npuBoguT K HapyLLeHWo CTyneH4yaTon gerpagaumm
rnukodamunHornukaHa (FAlN) aepmartaHcynbdarta. FAlT HakannuMBaeTcst BHYTPU NTIM30COM
1 00yCrnoBAMBaET KIMHUYECKYIO KapTUHY TSXKENOro XpOHUYECKOro NporpeccupyoLero
3aboneBaHus. HegoctatouHOCTb apuncynbdgarasbl B obHapyxunBaeTcs Bo BCEX
TKaHsIX, B TOM 4Yuncne B KynbType mbpobnacrtos. eH ARSB, kogmpyowmn
apvncynbarasy B, nokanusyetcs B XxpomocomHoun obnactn 5q14.

Cungpom MapoTto — Jlamu HacnegyeTcsi N0 ayTOCOMHO-peLeccMBHoMy Tuny [3].

1.3 Dnuaemuogorus

MIIC VI Tuna BcTpeyaeTca ¢ nonynaunoHHon yactoton 1:300 000.

1.4 KoaupoBanue no MKb-10

E 76.2 - Mykononucaxapugos VI tmna

1.5 IlpuMepbI AMATHO30B

e Mpykononucaxapudos VI muna (cuHdpom Mapomo-JSlamu). OpaaHuyeckoe
ropakeHue 20/108HO20 Mo32a, 8HYMpPEeHHsS cudpouyeghanus 8 cmaduu
KOMreHcayuu, COCMOSIHUE 10C/1e HaJIOXKEHUST 8eHMPUKY10MepUmMoHeasibHoO20
wyHma om 20072. Crnierioma gcriedcmeue momarsibHO20 MOMYMHEeHUs!
poe2osuybl 0boux enas u yacmu4yHoU ampoghuu 3pUmesibHbIX HEPBOS.
Pacxodsuweecs kocoanasue. [Jucripakcusi Moxoo0Ku U Mesikoti MOmopuKU PyK.
CyxeHue rMno380HOYHO20 KaHara 8 welHoM omadersie, KOMIPECccusi CrIUHHO20
Mo3ea 8 welHom omdersnie. Bmopu4Has kapoduomuonamusi. HeOocmamo4yHocmb
MumparsbHO20 U aopmarbHo20 knanaHa. HK 2A cmeneHu. CuHOpom
0bcmpyKkmueHo20 arnHoa cHa msixesioli cmeneHu. [Jegopmayusi no380HOYHUKA.
Legopmavus epydHoul knemku. CaubameribHble KOHMPaKmMypbl TI0OKME8bIX U
KosneHHbIX cycmaeos. [Jechopmauusi nyde3ansicmHbix cycmaesos. [lnockocmonue
KoMmbuHuposaHHoe 2 cm. AdeHoudkl 2-3 cmeneHu. ['unonnasus 3y6HOU amarnu.
[lyrnoyHas epbixa.

1.6 Knaccupurkamus



B cooTtBeTCcTBUM C AEePULMTOM / OTCYTCTBMEM METAaBONNYECKMX NN30COMArbHbIX

depMeHTaM 1 COOTBETCTBYHOLLMM FreHHbIM AeeKkTaM N TSXKECTU KIUHUYECKOW
CMMNTOMATUKN BbIAENSAIOT HECKONBbKO TUMOB MyKononMcaxapmngo3os (Tabsn.1).

Ta6bnuua 1 - Knaccudpukauusa (HomeHknatypa) MIIC.
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B HacToswee Bpems BbigenstoT 3 popmbl Mykononucaxapugosa VI tTuna (cuHgpoma
MapoTo-Jlamn): npu Tsbkenon gopme gebroT 3aboneBaHnsa nponcxoauT B Bospacte 1-3
roga, npu cpegHeTsHKenoun nposiBrieHns HauymHatoT 6ecrnokonTb ¢ 6 neT, Npu nerkon —
nocne 20 ner.

1.7 Knuanveckasi KApTUHA

CuHgpom MapoTo-Jlamn aBnseTcs KINMHUYECKN HEOAHOPOAHbBIM 3a60neBaHNEM C TOYKM
3peHnst pacnpOCTPaAHEHHOCTU U CKOPOCTU MPOrpeCcCUpoOBaHNSA NOPaKeHUsT PasnmnyHbIX
opraHoB u cuctem (Mpunoxexne ). BonesHb xapakTepu3yeTca oTCTaBaHUeM B
pocTe, U3BMEHEHUSAAMU CO CTOPOHbLI OPraHOB 3peHUsA, orpyb6eHnem YepT nuua,
CHWXEHMEeM cryxa, TYronoaBuXHOCTbIO B CyCTaBax, renatocnieHomMmeranuen,
nocTeneHHbIM pa3BUTUEM CEPAEYHO-COCYAUCTOMN U AbIXaTesIbHOMN
HepocTaTo4yHocTm [1-5].

OcHo8HbIMU ripu3Hakamu 6051e3HU SBNSATCSA rpyOble YepTbl NMua NpU COXPaHEHHOM
WHTENNEKTE, KOHTPAKTYPbl CYCTABOB Pa3fIMYyHOM CTEMEHWN BbIPAXXEHHOCTU, NOpaXxeHne
cepAeyHO-CocyanCToN CUCTEMbI, MOMYTHEHME POrOBULLbI.

BrewHul sud nayueHma xapakrtepusyeTcst orctaBaHmem B pocte (90-100 cm npu
ObICTPOM NporpeccnpoBaHuUn; MakCUManbHbIN — 150 cm),
ANCNPONOpPLUUOHaNbHbIM TEJTIOCIIOXEHNEM - KAPJIMKOBOCTbLIO C YKOPOYEHUEM
Tynosuwa. OTmMe4yaeTcsa n3ameHeHue ¢popMbl nNuua - 60NbLION HOC € 3anaBLuen
nepeHocuuen, nyxsble ryobl, MarieHbKue 3yobl C LULUPOKUMU 3YyOHbIMU
NpoMexXyTKamu, no3aHee npope3biBaHue 3y6oB, Mmakpornoccus. BoamoxHa
rnyxoTta, Nyrno4Has rpbhbka, naxoBas rpbika, ynnoTHeHUe U YTOSLEeHNEe KOXMU,
rpybbie BONOChl, YMEPEHHbIN rTMPCYTU3M. Ha No3aHMX cTagusax passBnBaeTCd riyxoTa,
crienora.

KocmnHas cucmema: HabnogaloTcs MHOXECTBEHHbIe AU30CTO3bl, yMEepPeHHast
TYronogBMXXHOCTb NPaKTUYECKN BO BCEX CycTaBaXx, CrubaTernbHble KOHTPAKTYpbl
MexcanaHroBbix CycTaBOB M KnewHeBuaHasa aedopmaumsa kuctu. UameHeHus
Ta3obefpeHHbIX CyCTaBOB (AUCNIa3usa ronoBku beapeHHoON KocTu), aecdopmayums
anuc¢um3oB 6eapeHHbIX KOCTEN C ABYX CTOPOH BedeT K



nporpeccupyrowen nisanvansaunn. KuneesngHasa rpyaHas Knetka ¢ LUMPOKUMU
pebpamu, gecekT pa3BUTUA Tes NO3BOHKOB C NepeaHUM nepenomom; X-
o6pa3Hoe UCKPUBEHUE HOT; NMPU peHTreHorpadum - ToYeYHble NACTHbIe KOCTW.

OpeaHbl ObixaHUs: YacTble pecnupaTopHble MHAEKUMU (PUHUTBI, OTUTLI). TnnepTpoduns
MUHOANVH U aAeHOMAOB, YBENMYEHNE A3blka, YTONWEeHNne HaaropTaHHMKa 1 rofIoCOBbIX
CBSA30K, 0OYCroBnMBaloT pasBuUTME AblXaTenbHbIX HAPYLUEHWUIA Pa3HON CTENEHN
TSDKECTW, BKItoYasa 06CTpyKTMBHOE anHod cHa. OcobeHHoCcTn gedopmaumi rpyaHom
KNeTku (>kecTkas rpygHas Krnetka B coMeTaHuu C KUEOCKOMO30M U MOSACHUYHbBIM
nopao3oMm) cnocobCTBYET Pa3BUTUIO PECTPUKTUBHBIX OblXaTeSlbHbIX HAPYLLUEHWMN.

OpeaHbl 3peHusi: OTMeYaeTCsi MOMYTHEHME POroBuLbl, CBSI3aHHOE C €€ YTOSLLEHNEM U
yBenmMyeHnem (MerariokopHea), peTMHonaTusi, USMeHeHUs1 Ancka 3puTenbHOro HepBa,
BHyTpUrnasHas runepTeHsus, rnaykoma. lopaxeHue 3puTenbHOro Hepsa MOXeT ObITb
06yCrnoBneHo OTNOXEHNEM [MMKO3aMUHOTTIMKAHOB B FaHMMO3HbIX KeTKax
3pUTENbHOrO HEpPBA, KOMMPECcCcHen 3pUTENbLHOIO HepBa YTONLWEHHOW TBEPAON MO3roBOM
060104KON UMK CY)KEHNEM KOCTHbIX CTPYKTYP BOOSb TpakTa 3pUTENbHOrO HepBa, a
TakXKe MoBbILIEHHbIM BHYTPUYEPENHbIX AaBNeHneM. B cnyyae nameHeHusi 3pUTenbHOro
HepBa UIN NOBLILLEHNSI BHYTPUIIa3HOro AaBrneHus crneayeT NpoBeCTU UCCregoBaHne
nonewn 3peHus. 3puTenbHble Bbi3BaHHbIE MOTEHLUMANbl MOFYT UCCNenoBaTbCs ANt
onpeneneHns MYHKUMN N COXPaHHOCTU 3pUTENbHbBIX HEPBOB NP 3aTpyaHEHUM
hyHAOCKOMMYECKOrO UCCNeaoBaHNsi 3pUTENBHOMO HEPBA BblpaXKEHHbIM NOMYTHEHUEM
pOroBuLpblI.

LleHmparnbHas HepgHasi cucmemMa: UHTENNeKT U NoBeAeHYeckme peakunmn y 60nbHbIX ¢
[aHHOW Ho30s10rnen 06bIYHO He CTpadaloT, OAHaKO BbICOK PUCK pa3BUTUS MuenonaTum
LUeMHOoro oTaerna No3BOHOYHUKA. BO3MOXHO pa3BuTMe KOMNpeccun CrMHHOro Mo3ra
BCNeAcTBME CONYTCTBYIOLLMX HapyLUEeHWUI ONOpHO-ABUraTensHoro annapara. OnucaHsl
cry4vauv caaBneHns CrMHHOrO Mo3ra, BbI3BaHHOMO YTorweHneM ero obonoyek nnm
HeCcTabunbHOCTBIO aTNaHToakcnanbHOro cyctasa (CONPOBOXAATCA HapyLLEeHNeM
NMOXOOKN, MbILLEYHOW CriaboCTblO, HEYKITHOXECTBIO NMPU COXPAHHBLIX MOTOPHbLIX HaBbIKax u
ANCPYHKUMEN MOYEBOrO Ny3bIps).

Tskenasa popma 6onesHn conpoBOXOAETCHA OTKPbITOM (coobLyaroLencs)
rmgpouedanuen, HapyweHnamm pe3opbumm CNMHHOMO3roBou xugkoctn (CMXX),
KOTOpble Takke BHOCAT BKfad B pasBuUTME HEBPOSIOMMYECKMX HAPYLLUEHUI

Mpwu3sHaku rmapoLedanin 3a4acTyto NoABNATCA MeaIeHHO U He3aMeTHO, U MOryT
3aKnoYaTbCs B USMEHEHUW NOBEOEHNS, BO3HUKHOBEHWM FONIOBHOW 60K, HapyLLEHWI
3peHus.

Y naumeHToB C TSXKENon hopmoin 3abonesaHns nHorga HabnwgatTcsa cygoporn. OHu
MOIYT UMETb KaK (poKasnbHbIW, TaK U reHepanM3oBaHHbIN Xxapaktep. NossneHne cygopor
TpebyeT NpoBefeHns OLEHKM HeEBpOSiorm4yeckoro crartyca. [pu nporpeccnpoBaHmm
3aboneBaHusa YacTto HabnaaTCca reHepann3oBaHHblE TOHUKO-KNOHNYECKMEe
NapOKCU3Mbl.

KapnarnbHbI TOHHENBHbLIW CUHOPOM — HEMpOnaTUs COaBIEHUS Y NaUUEeHTOB C
pasnuyHbiMu Bugamu MI1C. [Npu OTCYyTCTBUMN NeYEeHUsT MOXET NPUBECTU K HeobpaTnumMom
KOHTpaKType ANCTarnbHbIX MexdanaHroBbix CyCTaBoB, a TaKkKe K HapyLLUEeHUo Unu
noTepe 4YyBCTBUTENbHOCTW NepBbIX 3 NarnbLeB U K Napesy MblLL, TeHapa.

KocTHble nameHenus npyu MIMC VI Tmna npmBoaaT K CHUXXEHUIO NOABUMXHOCTUN HUDKHEN
YErCTU, YTO OrpaHMYMBaET CNOCOBHOCTb OTKPLIBaTb POT U XeBaTb. HapyLeHus
rnoTaHnsa BCTPEYarTCs peako, OTMEYalTCH NPpU CPEQHETSIKENIOM U TSHXKENOM TEYEHUN



3aboneBaHusi U, B OCHOBHOM, CBSi3aHbl C HapylweHnem (byHKLI,VIOHVIpOBaHVIFI CTBOJ10BbIX
OTAEeNoB royloBHONro Mo3ra.

Y nauneHToB HabntogarTca npusHakm ncesgodbynsbapHoro nnm GynbbapHoro
napanuyen. CumnTombl 4eBOTUPYIOT C peaKMX NonepxmBaHUii TBEPOON NULLEN,
pas3BMBaKOTCA NOCTENEHHO M B KOHEYHOM UTOre NPUBOAAT K rpyboMy HapyLLEHMIO
YHKUMK FIIOTaHUSA UK NONHOMY ee ncyesHoBeHuto. OTCyTCTBME NpaBUbHOM
perynauumn akta rnotaHusi NPUBOANT K 3abpocy NULLK, CINIOHbI B TPAXeto 1
BGpoHXxManbHOe OepeBo 1 Pas3BUTUIO BTOPUYHON MHMEKLUMM B BUOE PELNONBUPYIOLLINX
acnMpaumoHHbIX OPOHXMTOB U MHEBMOHUIA. JTO yCyrybnaeT AbixaTtenbHble HapyLUEeHWs,
ABNSAOLLMECH CITEACTBMEM OTNOXEHUSA MYKOMNONNCaxapnaoB B BEPXHUX U HUMKHUX
AblXaTenbHbIX NYTAX.

CepdeuyHo - cocyducmasi cucmema: oOTMe4YaeTca nporpeccupytolas gereHepaums
KnanaHoB cepaua ¢ obpasoBaHMeM CTeHO3a (Hanbonee 4YacTo MUTPAaSIbHOMO U
aopTanbHoro). NMposBneHns cepaeyHo-CoCyaNCTbIX HapYLUEHUA OTMEYaOTCA C PaHHEro
BO3pacTa. bosibLUMHCTBO NauMeHTOB NMEIOT, NO KpanHen mepe, O4MH NPU3HaK Ko
BTOPOMY OECATUNETUIO XMU3HU. KapanomuonaTtuss oTMeYaeTcsl HevacTo.

KenydoyHo-KuweyHasi cucmema: CUHOPOM PasfpakeHHOro KULLEYHMKa,
renatocnneHomMeranus.

2. luarsocruxka

HuaaHo3 MI1C VI ycmaHasnugeaemcsi Ha OCHo8aHUU COBOKYMHOCMU KITUHUYECKUX
OaHHbIX, pe3yribmamos nabopamopHO20 uccrnedosaHusi U MOMEKYISPHO-
eeHemu4yecKkoeo aHanu3sa [1-5].

2.1 /Kaja00bI 1 aHAMHE3

o [lpn cbope aHamHe3a 1 xxanob crnegyeT 0OpaTUTb BHUMAHUE Ha crnegyoLmne
Xanobbl 1 aHamMHecTn4eckne cobbITns:

e CHUWXEeHUe 3peHnd
e [OMYTHEHME POroBULLbl
e CHWXeEeHne cnyxa

e yXyauweHne nepeHoCnMOoCTU C*)I/I3I/I‘-IeCKI/1X Harpys3ok, B 4HaCTHOCTU YMEHbLLUEHUNE
NPUBbIYHO I'IpOXO)J,VIMOVI OncraHumnmn

e CITaboCTb B KOHEYHOCTAX
e VN3MEHEeHne NOXOoOKM
e HENOBKOCTb MESKOM MOTOPUKU

o 6onu B cnuHe, Horax, NapecTe3un (OHemMeHue, Non3aHue «MypaLueky,
nokanbiBaHWe) B 0651acT KOHEYHOCTEN

e anHo3 BO CHE
e OrpybeHuve 4epT nuua
e YacTble pecnupaTopHble 3aboneBaHus

e peunavBUpytoLLme rpPbiKu



e TYronoaBm>XHOCTb B CyCTaBax
e aNHO3 BO CHE

e HapylLeHue cTyna

2.2 Ou3uKaJbLHOe 00CIeI0BAHUE

o [lpn ocmoTpe Heo6xo0aMMO 06paTUTL BHUMaHME Ha OCHOBHbIE U3MKaIbHbIE
nposienenuns MMCVI tuna:

e OTCTaBaHue B POCTE,

o orpybeHue 4epT nuua Npu COXpaHEHHOM MHTENEKTE,

e CHWXeHue cnyxa,

e TYronoABWXXHOCTb CYCTaBOB,

e KOHTPaAKTYypbl CYCTaBOB Pa3fiIM4HOWN CTEMNEHUN BbIPAXXEHHOCTH,

e renarvocnneHomeranus,

e MpM3HaAKM cepaevHO-COCYAMNCTON U AblXxaTenbHOW HeQOCTaTOYHOCTH.

BbipaxeHHOCMb ¢husukarbHbIX NpossneHul 8 3agucumMocmu om go3pacma 0ebroma
MIIC VI moxem sapbuposams (lNpunoxeHue [1).

2.3 JIabopaTopHasi AMArHOCTUKA
o PekomeHpoBaHO vccnegoBaHMe aKCKpeumn gepmMartaHcyrnbdara ¢ MOYOW.

KomMmmeHTapum: sbicokue 3HaqdeHusi yposHsi Al e Moye Koppernupyom co
3Ha4YyumesbHbIM omcmagaHUeM 8 pocme U CHUXeHHOU Maccol mesa, a makxe
8bIPaeHHbIMU KITUHUYECKUMU napamMempamu, yKasblearouumu Ha bicmpoe
passumue u msixesioe medyeHue bosnesHu. Y nayueHmos ¢ yposHem AT,
He3Ha4YumesibHO rpesbilarWuM HopMasbHbIl duana3oH 3HadyeHud, npoxooum mpu-
yembipe decasmuniemusi 00 paseuUMUS KITUHUYECKUX rposisrieHull makou xXe cmerneHu
8blpakeHHocmu. Y 83pocribix 60s1bHbIX 8bINOHAEMCS 6-mu MUHYMHbIU mecm X00bbbl,
00HakKo, 0511 demel uccriefosaHuUe He crmaHO0apmu3upOo8aHo.

o PekomeHpoBaHO onpeaeneHne akTuBHOCTU N-aueTunranakro3ammH-4-
cynbdaTtasbl (apuncynbdaTasbl B) B KynbType hnbpobnacros, B
N30NNPOBAHHbIX NenkoumTax, MMbo B NATHAX KPOBU, BbICYLLEHHbIX Ha
dunbTpoBansHou bymare.

KommeHTapumn: y nayueHmos ¢ MINC VI muna daHHbIU nokaszamersib CHUXEH.
o PekomeHOOBaHO MONEKYNsIpHO-rEHETUYECKOEe UccnegoBaHume.

KommeHTapuum: ssisisenneHue mymauut e eeHe ARSB, kodupyrowem apuncynbghamasy
B.

2.4 UHcTpyMeHTAJILHAS TMATHOCTHKA

« PekomeHgoBaHO NpoBeaeHue ynbTpa3BykoBoro uccnenosanus (Y3W) opraHos
OpPIOLLIHON MOMOCTU, CENEe3EHKU, NMoYex.

e PekomeHgoBaHo npoeeaeHne peHTreHorpachM cKerneTta.



KommeHTapun: 8bis6/1510mcesi MHOXeCmeeHHbIe OU30CMO3bl, KIewHe8uUOHasi
Oegbopmauus kucmu, oucrinasusi 205108ku bedpeHHouU Kocmu, 0eghopmauyusi anughusos
b6edpeHHbIX Kocmel, MoYeYHble MICMHbIe KOCMU.

o PekomeHooBaHO npoBeaeHue anekTpomuorpadpum (AMIN) n
anekTpoHenpomuorpadusa (QHMI).

KommeHTapuun: uccnedosaHue no3eonsiem oyeHums (hyHKUUOHaIbHOE COCMOsHUE
MbIWEYHbIX MKaHel, HeEPB8O8 U HEPBHO-MbIUEYHOU nepedayu; cmuMysyuUOHHas
anekmpoHetpomuoepaghusi (OGHMI) noseonsem onpedenums coasrneHue cpeOUHHO20
Hepea daxe 00 Nnosi8rIeHUs1 CUMIMMOMOB U O0/KHa npoeodumbCs, Ha4uHasi ¢ eospacma
4-5 nnem exea200Ho.

o PekomeHgoBaHo nposegeHne aygnoMeTpun.

« PekomeHgoBaHO npoBeaeHne nccneaoBaHnsa YHKUUM BHELLHENO AblXaHUs

(®BL).
o PekomeHooBaHO nNpoBeaeHne anekTpoaHuedanorpadgpum (330N).

KomMMmeHTapum: ocywecmearnsirom 0511 KOHMPOris UsMeHeHul gyHKUUU KOpbl
20/108H020 MO32a U 2/1yBUHHbIX MO3208bIX CMPYKMYP, C80e8peMeHHOU duazHOCMUKU
anunencuu.

« PekomeHpgoBaHo npoBegeHne nonncomMHorpadgum.

KommeHTapuum: 0515 QuacHoCmMuKu 06CcmpyKmugHo20 arHo3 cHa rposooumcs
rnosiucoMHozpacghusi, Komopasi o3eosisem onpedesiums xapakmep ObixamerbHbIX
HapyweHul (UCKmoYume UeHmparsbHbIlU 2eHe3, c853b C aunepmpoghueli adeHoudos,
cepdeyHol Hedocmamo4YHOCMbIO USTU KOMIIEKC MPUYUH).

o PekomeHaooBaHoO npoBeaeHune anekTpokapguorpadpum (KM n axokapauorpadgpum
(Ox0-KT)

KommeHTapuum: peayrnispHoe rnposedeHue 3KI, 3xo-KI, xonmeposckozao
MoHumopupoeaHusi IKI", cymo4yHo20 MOHUMOPUH2a apmepuaribHO20 0asneHusl
Heobxo0umMo nayueHmam ¢ 0aHHoOU namorsioauel, mak Kak ¢ paHHe20 go3pacma y HUxX
ommeydaromcsi cep0ey4yHO-cocyOuCmble HapyWeHUs.

o PekomeHooBaHO NpoBeaeHNe MarHUTHO-pe3oHaHcHon Tomorpadum (MPT)
FONIOBHOrO MO3ra, BHYTPEHHMX OPraHoB, ckenera.

KoMMeHTapum: KiuHUYecKas KapmuHa He8POsI02UYeCKUX MPOosi8NIeHUU U pe3yibmamsb|
0bbeKkmueHbIXx Memoodoeg obcriedoeaHuUsi He ecez0a Koppernupyrom. Pe3yrnbmamsi
MaaHUMHo-pe3oHaHcHolU momozpaguu (MPT) 2or1o8Ho20 mo3ea nayueHmos ¢ MriC
He Aensarmcs OuazHOCMUYECKU 3Ha4UMbIMU Or1s ornpedesieHuUs KOeHUMUBHO20
Oecbuyuma.

° PeKOMeHﬂ,yeTCﬂ CKPUHUHI Ha KIMTMHN4YEeCKne 1N Bn3yarim3aunoHHbIE NMPU3HaKN
KOMripeccum CnMHHOro Mmoara.

KommeHTapuu: HecmabunbHoCcmbe amiiaHmoakcuanbHo20 cycmasa Moxem 6bimeb
8blsig/ieHa rnpu peHmeeHoepaguu weliHo2o omaoesia No380HOYHUKa ¢ Ha2py3Kol,
0OHaKo 01151 No0meepK0eHUs1 KOMIPECCUU CITUHHO20 MO32a 8criedcmeue ymoru,eHUs
ee2o obornoyek mpebyemcs rnposedeHue MPT.

o PekomeHagoBaHO npoBeaeHne komnbioTepHon Tomorpadum (KT) ronoBHoro
MO3ra, BHYTPEHHUX OpraHoB, ckernerTa.



2.5 InddepenunanibHass THATHOCTHKA

Lpyeaue sudbi mykornonucaxapudo3o8, 2aH2/1u03Ud03bl, HEUHEKUUOHHbIE
rnonuapmpumeail.

3. Jleuenue

3.1 KoHcepBaTuBHOE JieYeHH e

o PexomeHpoBaHo npoBefeHve hepMeHTHON 3amecTtuTernbHon Tepanum (P3T).
®3T npoBoanTca npenapaTtom rancynbdasa (kog ATX A16AB08) [3].

KommeHTapuu: npenapam esodumcsi 8 0o3e 1me/ka 00UH pa3 8 Hederlo 8 sude
8HYymMpuUBeHHOU UHy3uu 8 medyeHue 4 4 8 ycriogusix cmauyuoHapa. Npenapam neped
UHgby3uel HeobxoO0umo pasgecmu 8 pacmeope Hampusi xropuda 9 ma/mn (0,9%).
Obuwut obvem uHgy3uu onpedersissemcsi Ha 0CHo8aHUU UHOUBUQYallbHO20 8eca
nayueHma. OH cocmasrnsem 100 mn uHgy3UOHHO20 pacmeopa Hampus xropuda 9
ma/mn (0,9%), ecnu sec nayueHma meHbwe unu paseH 20 ke unu 250 mn, ecnu sec
nayueHma bonbwe 20 Ke. 2,5% pacmeopa 88005iM 8 me4yeHue repe8oao Yaca,
ocmarsbHoU 06bém (rpumepHo 97,5%) 8 medyeHue nocnedyrowux 3 4. P3T 6 sude
B8HYMPUBEHHbIX UHGPY3ul rposoosim exxeHeo0eslbHO MOXU3HEeHHO.

lNepsbie Hedenu esedeHus npenapama u3-3a pucka 803HUKHOBEHUS
HebrazonpusmHbIx peakyuli 8 omeem Ha UHY3uto, nayueHmam Ha3Hadyaromcesi
aHmMueaucmamMuHHbIe rpernapamsl 8 COYeMaHUU XapOornoHUXarouUuMU
HerlocpedcmeeHHO reped uHgy3sued. MIHMeHcUu8HOCMb MpPOosi8IeHUU MOXHO
YMEHbWUMb MPU CHUXEHUU CKOpOCMU 88e0eHUSs npenapama usiu 8peMeHHOM
npekpaweHuU uHgpy3uu. lNpu 803HUKHOBEHUU HeXXerlameribHOU peakyuu UHQY3Uro
HY>KHO rpepeamsp, 00 paspeweHusi CUMIIMOMO8 U 80CCMaHO8UMb UHGY3U CO
CKOPOCMbIO Ha MOJI08UHY MEHbLWE MOU C KOmMopoU OHa rposoousiacs.

« Koppekuuio cepeyHo-cocyancTon HeJoCTaTOYHOCTH, apTepuanbHoi
rMnepTeH3nn pekoMeHayeTcs NpoBOAUTb CTaHAAPTHLIMM METOAaMM
KOHCEepPBaTUBHOIO NeYeHUst, MPUHATLIMU B AETCKOW Kapavornoruu.

KoMmeHTapuum: 1o nokasaHusiM pewiaemcsi 80rpoc 0 Heobxo0uMocmu Xupypaudeckol
KoppeKuuu.

e [lpy cumnTOMaTMYECKON INUENCUN PEKOMEHAOBAHO HA3HaYeHne
AHTUKOHBYIbCAHTOB, O4HAKO JO3UPOBKM PEKOMEHOYETCH UCMNONb30BaTb MEHbLUE
cpegHe-TepaneBTUYECKUX ANSA CHUXKEHUS pUCKa pasBUTUSA BO3MOXHbIX
HexxenaTesibHbIX 3(eKTOoB.

KommeHTapumn: noobop aHMUKOH8YJIIbCcaHma ocyu,ecmerisiemcs rncuxoHeeposioecomM 8
3asucumocmu om guda rpucmyros, fiokanu3ayuu o4aza rnamorsiogudeckou
aKkmueHocmu.

o [py opTanbMONOrMYECKMX HAPYLLEHMSAX PEKOMEHAOBAHO NPOBeAeHME NeYeHns
Mo nokasaHusM, Noadop Tepanun OCyLLIECTBIISIETCA HA OCHOBaHUK
OOLLENPUHATBLIX PEKOMEHAALMI MO NeYEHNI0 COOTBETCTBYHOLLIMX HO30MOMMA.

e PekomeHgoBaHo ong OpTOI'IeD,I/I‘-IeCKOI‘/'I KOppeKUunn HapyLieHna OCaHKu,
TYronoaBm>XXHOCTM CyCTaBOB MUCMOJIb30OBAHNE HEXNPYPINYECKMNX METOOOB:
C*)I/I3I/IOI'IpOLI,e,D,ypr n npuMmeHeHmne optornegn4ecknx yCTpOIZCTB npn oTCyTCTBUA
nokasaHun K Xnpyprm4eCcKkomy nevyeHuto.



PekomeHa0BaHO Npu peumanBrpYyOLLIMX OTUTAX, YacTbIX peCnMpaTOPHbIX
3aboneBaHUsAX BEPXHMX ObIXaTeNbHbIX MyTen NpoBeaeHne CUMNTOMaTUYECKON,
Mo nokasaHusIM - aHTubakTepuanbHoOu Tepanum Npu oTCyTCTBUMKN NOKa3aHWM K
XVpYPruyeckoMy BmeLLaTenbCTBy. [Mpu CHMXeHUn crnyxa — nogabop u HoleHne
cryxoBbix annapatoB. OGCTPYKTMBHbIE anHO3 BO CHe TPebyT NPUMEHEHNS
oKcuUreHoTepanuu.

Mpu kapuece n abcueccax pekomeHaoBaHa — rurmeHa NonocTn pta u
9KCTpaKumsi 3yboB npn HeobxogmMmocTu.

PekomeHgoBaHO npoBefeHMe BakUMHaLUN NaLMEHTOB NPOTUB MHEBMOKOKKOBOM,
remounbHOM MHAEKUUIA 1 apyrve BakuWHbI, LenecoobpasHocTb 0BycrnoBreHa
YacTbIMW pecnMpaTOPHbIMU NUHAEKLNAMMN.

3.2 Xupypruueckoe Jje4yeHue

Mo nokasaHnsiM Npu OTCYTCTBUMN 3PdEKTa OT KOHCEPBATUBHOW Tepanuu
pekomMeHayeTcsa npoBedeHne apTPOCKONUW, XMpypruyeckas sameHa
Ta300epeHHOro UM KoNeHHoOro cycraBa, UCrpaBlieHNne OCU HUKHEN
KOHeYHocTH [1-5].

Mpwn coobLiatowwencs rngpouedannmn pekoMeHayeTcsa NpoBeaeHNE BEHTPUKYIO-
nepuToHeanbHOro WyHTUpoBaHua nauneHtam ¢ MINC ¢ nporpeccupyromm
yBENUYEHNEM XKEeNyao4KoB No AaHHbIM MPT n/unu noareepXaEHHbLIM
NnoBbILLEHMEM [aBreHns Lepebpo-cnnHanbHOM XuakocTn 6onee 25-30 cm
BoAHoro ctonba (18-22 mwm pr. cT.) [1-2].

CpaaBneHue CnMHHOro Mo3ra NpuMBOAMT K HEOGPATMMbIM HEBPOMOMMYECKUM
HapyLUEeHNsIM, NO3TOMY NPW MOSIBIEHMM NEPBLIX CUMNTOMOB peKOMeHayeTCs
paccmaTtpuBaTb BONPOC O AEKOMMNPECCUPYIOLLIEN onepaumm 40 NOSIBNEHUS
BbIPaXX€HHbIX HapYyLLUEHWIA.

MauymeHTam ¢ HapyLieHnemM yHKLUUN KUCTEN UITN C HApYLLUEHNEM HEPBHOM
NPOBOAUMOCTM MO pesynbTaTam anekTpoHerpomuorpacdum (QHMI)
pekoMeHJoBaHa onepauus 4eKOMNPeCccn HEPBHbIX CTBOJSIOB, KOTOpasi NPUBOANT
K BbICTPOMY CTOMKOMY YIyyLLEHUIO (PyHKUMK. HacToTa peungmeoB KapnasbHOro
TOHHENbHOro CUHAPOMA Y NauMEeHTOB C pa3nuyHbiMmn Tunammu MIC HensBecTHa.
MockonbKy NOBTOpPHasi KOMAPECCUa MeANaHHOro HepBa BCrieacTane pybueBaHus
NN OTINIOXEHUSA MNNKO3aMUHOTTIMKAHOB BO3MOXHa, HE0H6X0AMMO NpOoAoIKaThb
HabnogeHue [1-5].

Mo nokasaHWsiM NPOBOAMTCSA XUPYPIMYECKOE NIeYEHNE TNayKOMbI, KOPPEKLMSA
CKENeTHbIX aHOManun, AEKOMNPECCUs CMMHHOMO MO3ra, XMpypruieckoe neveHme
KapnanbHOro CMHApoOMa (pacceveHne CTEHKU 3ansiCTHOro KaHana u
BbICBOOOXAEHME CPEONHHOIO HEPBA), FPbbKeceyeHne

PeKOMeHD,yeTCFI paccMOTpeThb npoBegeHne Xmpyprm4eCKoro sMeLlaTesibCTea
npun TOPNMAHLIX K KOHCGpBaTI/IBHOIZ Tepannn peungmnBnpyroinx otTutax.

4. PeaOuauranus

lMauyueHmy ¢ mykononucaxapudo3om VI muna ¢gpuszuomepanesmom u epaqyom-J1OK
paspabamsbieaemcsi uHOUsUOyaribHbIU Kypc peabunumayuu, eKnYaruwul maccax,
neyebHyto ¢husKynbmypy, puduomeparnesmu4yeckue npoyedypbl (MacHUMomeparuro,



mepmomepariuto, yoapHo-80JIHO8Y meparuro, Memod buosioaudeckou obpamHou
cesi3u u Opyaue rpoyedypsl).

PeabunumauuoHHble Kypchl (Maccax, JIOK, cpusuonpouyedypsbl, rncuxono2o—
nedazoauyeckasi MoOMoWb) XenamesbHO Npo8oduMb 8 ycri08uUsiX OHE8HO20
cmauyuoHapa rposodumcs ¢ yacmomou 3-4 pa3a 6 200, 051umesibHOCMb —
onpeodenisemcs msXXecmb COCMOSIHUS U OM8EMOM Ha rpo8oOUMbIe MepPOrnpPUSIMUS.

lMcuxosnoz2o0-nedazoauyeckasi NIOMOWb

[Mposodumcs 8 Komnnekce peabunumayuoHHbIX Meporpusmud. KoppeKyuoHHO-
rnedazoeau4yeckoe go3delicmaue onpedesisiemcs 8 3agucuMocmu om msxecmu u
onumeribHoCcmu meYyeHusi 60n1e3HU, CmpyKmypbl HapyweHul 300p08bs, cmerneHu
Hedopa3sumusi No3HagamesibHoU 0essmesibHoCmuU, murna 3MOUUOHaIbHO20
peaauposaHusi, ocobeHHocmeu rnosedeHusi pebeHka. BKknroyeHue KoppeKUUOHHO-
rnedaz2o2u4ecKo20 ConMpo8OXOEHUS 8 KOMIIIEKC 80CCMaHOBUMESIbHbIX Mepornpusamudi
obecneqyusaem 00rNOSIHUMENbHY OUEHKY OUHaMUKU NCUXU4YeCKO20 pal3sumus Kak
O0OHO20 U3 8a)KHbIX rokalamesiell cCoOCmMosIHUSI 300p08bSi, rnosbiaem 3¢hheKmueHOCMb
meparnesmu4ecKux eMewamesibcmes, CHUXaem 3KOHOMu4Yeckoe bpemsi 0aHHOU
rnamoJsioauu 3a c4em coyuanusayuu nayueHmos U CoXpaHeHUs Mcuxo02u4ecko2o
rnomeHyuarna mpyo0ocrnocobHbIX Y/1eHO8 CeMbLU.

MannuamueHasi nomowb

Heobxodumo oka3aHue ececmopoHHel rnoMmowu (MeduyuHcKou, rncuxocoyuarsbHou u
MamepuarsbHoU) 0emsiM C Heu31e4uMbIMU Oe2paHuU4U8aroWUMU CPOK XU3HU
3abosiegaHusIMU. B cocmae nannuamugHbix criyx6 exo0sim gpayu, MeOuyUHCKUe
cecmpbl, rIcuxosioeu U coyuarsbHble pabomHuku. HecmMompsi Ha msixesioe cocmosiHue
U MNOCMOSIHHY0 nompebHOCMb 8 MOHUMOPUH2€e, 8ce nayueHmsl npeumMyu,ecmeeHHoO
Haxodsimcsi OoMa 8 Kpyay ceoel cembu u Opy3el. OcHOBHOU uesnbo pabomei
nannuamueHbIx cryX6 sensemcsi co30aHue ecex Heobxo0umMbix ycrosuu Ons
obecneyeHusi Haxox0eHusi 60sIbHbIX 8 OOMaUWHUX yCri08UsIX, @ HE 8 cmeHax sie4ebHo20
YYpexO0eHus, 4mo r10380s19em He MOJsibKO yry4Ylumb Ka4ecmaeo XU3HU 60sbHbIX U UX
cemel, HO U CywWecmeeHHO CHU3UMb 20Cy0apCmeeHHbIe 3ampambl Ha NMoCMOSIHHOe
cmauuoHapHoe fie4eHue makux rnayueHmos.

5. IlpoduiiakTuka v JAMCIAHCEPHOE HADJII0IeHUe

5.1 Ilpodunaktuka

lpocbunakmuka mykornonucaxapudo308 - ripeHamarbHasi OuazHoCmuKa, OCHO8aHHasi
Ha HerocpedcmeeHHOM oripedernieHuu egbuyuma ghepmMeHma 8 aMHUOMUYECKUX
Knemekax.

lMpeHamanbHas QuaecHocmuka pekomeHdosaHa 0ns mobou nocnedyrowel
bepeMeHHOCMU 8 CEMbSIX, OMSA20UEHHbIX Xomsi 6bl 00HUM criydaem MIIC VI.

5.2 MonuTopuHr cocrossHus aereu ¢ MIIC

3abonesaHue umeem mMyribmMUCUCMEMHYIO MpPUPoOy U Heobpamumslie,
rpozpeccupyrouue KnuHU4YecKue nposisrieHuss, Ymo obycrosnueaem Heobxo0umocms
HabrroOeHuUs He MOJIbKO y3KUMU crieyuanucmamu (omopuHonapuHaoro2amu,
Xxupypaamu-opmonedamu, ogpmarbmorioeamu, Kapouosioeamu, ryrbMOHOI02aMU,
Hespornamorsio2amu, cmomamorsioeamu), HO U ghusuomeparnesmamu, sioeornedamu,
rcuxosioeamu u pabomHukamu nannuamueHbix criyx6 [1-5].



lNayueHmsbi ¢ daHHOU HO30502uel OOMKHbI MOCMOSIHHO Haxo0umbCcsi oo
HabrooeHuem; 1 pa3 8 6-12 mec. (8 coomgemcmeauu ¢ MsXXeCmbio COCMOSHUS)
rokasaHo KomrisiekcHoe obcriedogaHue 8 MHO20MPOghUIbHbIX CMmayuoHapax.
LnumenbHocme Haxox0eHuUs1 8 cmayuoHape / OHe8HOM cmauyuoHape 21-28 OHel.

HabnrodeHue 60rbHbIX 10 Mecmy xumesbcmea (8 ambyrnamopHO-NOSIUKIUHUYECKUX
yCr108UsIX) OOIHKHO OcywecmesisimbCsi MocmosiHHO. JlabopamopHsble u
UHCMpymeHmarnbHble obcriedogaHusi U pekoMeHOyemas Yacmoma ux rpoeeoeHuUs
rnpedcmasneHa 8 lNpunoxeHuu 2.

Lns npedomepalueHusi acrnupayuoHHO20 MopaxxeHUs1 opaaHo8 ObixaHusi poouUMessm
unu nuyam, ocyuwecmernsrouum yxod 3a 6onbHbIM MIIC ¢ HapyweHuem ariomaHus,
peKoMeHOyemcs 8bINOHAMb 8bINOSTHEHUE psida peKkoMeHOauuu:

- yacmoma KopmrieHul 0omxHa bbime He MeHee 8-10 p/cymku Hebobuwumu
nopyusmu,

- nonoxeHue 60s1bHO20 MpPU KOPMAEHUU CUds Uu € rMpUnoOHSIMbIM 20/108HbIM KOHUOM,
- @XKe0HEeBHbIU OpeHa)kHbIlU Maccax, rnpo8ooUMbIl HECKOIIbKO pa3 8 OeHb,

- 8 crlyyae 2pyb020 HapylWeHUs 2/10maHuUs pe2yrsipHasi caHauusi 6pXHUX
ObixameribHbIX rymeli ¢ MOMOWbIO 3/1eKmpoomcoca,

- KOpMrieHUe 4Yepe3 30HO (06s13amesibHO rpu 6poHxume/MHe8MoHuUU),

- IOCMOSIHHOE MPUMeHeHuUe 30H0a 8 criydyae epybo20 HapyweHUs 2510maHusi, Yacmbix
b6pOoHX01e204HbIX UHGhEKUUU acrupayuoHHO20 2eHe3sa.

HabnrodeHue nayueHmos ¢ MIC VI skrroyaem 8bisi8rieHUE OC/I0XKHEHUU OCHO8HO20
3abornesaHusi U Cornymcmeyruux cocmosiHudl.

6. JlonmosinuTebHast MHGOpMALMS, BJUAIOIIASA HA TeYeHHUE U
HCXO0/1 3200 1eBaHUA

6.1 OCOOCHHOCTH AHECTE3HOJIOTHYECKOI0 IMOCOOus

Mpn npoBegeHnn obLlen aHecTe3ann HeobXxoaMMO MOMHUTL O BbICOKOM PUCKe
KOMMNPEeCCuM CNMHHOIO MO3ra BCNeAcTBUE HeCTabunbHOCTM aTniaHToaKcnanbHOro
cycTtaBa. KopoTkas wesi, orpaHM4YeHne NoABMXKHOCTM HIDKHEN YENCTU, YBENMYEeHne
A3blKa, BblpaXKeHHas rmnepTpodus ageHonaoB U MUHOANUH co34atoT NpobnemMbl npu
NnpoBeAeHNM aHeCTEe3MONOrM4eckoro nocobus, NoaTomy npeanodTeHme cnegyet
oTAaBaTb MECTHOMY U pernoHansHoMy obesbonueanuto. MNMaumeHT npegsBapuTensHO
KOHCYIbTUPYEeTCs KapANoNoroM, OTOPUHONTAPUHIONOIrOM, aHECTE3MOSTOTOM,
HeBponaTonorom. O6sa3aTenbHO NPoOBEeAEHME NOJTHOMO KapAnonornyeckoro
obcnepoBaHus, NONMCOMHOrpadmm (4ns BbISIBNIEHUS CTENEHN AblXaTeSlbHbIX
HapyLLUeHWi), Npy HeoBXO0aUMOCTM - SHOOCKOMUN HOCOTIOTKN M KOMMbIOTEPHOWN
Tomorpadum nerkmx. OnepaTtnBHOE BMeLLATENLCTBO C aHECTE3MeN HEOHBX0ANMO
NPOBOANTL B KPYMHbIX MEANLMHCKUX LleHTpaX, nmetowmx OPUT, Tak kak nHTy6aums n
nocrnegytouias aKkCTybaumsa y Takux naumeHToB MOXET Bbl3BaTb 3aTPYAHEHMS.

6.2 Vcxoabl M MPOTrHO3

MporpeccupoBaHve 3aboneBaHus - ckeneTHole gedopmMaumm, 3aboneBaHns CycTaBoB,
CEepAEYHO-NErOYHbIE OCITOXXHEHUS, CEenoTa U KOMMNPECCUsI CMMHHOIO MO3ra NPUBOANT K



nHBanuMagusaummn naumeHTa. B nmTepaTtype onncaHbl citydyan nayneHToB C
Bblpa>X€HHbIMIA CbVI3I/I‘-I€CKI/IMI/I M3MEHEHNAMU, Pa3BUBLUMMUNCA YXKE Ha NepBOM roay
XU3HU, OOHaKO NHorga otMedyaeTcd MmearsieHHoe rnporpeccnposaHmne ©onesHn B Te4yeHne
MHOIMX AECATUNETUN.

npO,D,Oﬂ)KVITeanOCTb XN3HU MOXeT COCTaBUTb NMPUMEepHO 30 net. OcHOBHas
npuynHa cMepT — OCJNNTOXXHEeHUSA CO CTOPOHbI cepp,equ-cocy,qMCToﬁ CUCTeMbl.

Kpurepuu onieHKN KauyecTBa MeIUIIMHCKON MOMOIIH

Ta6bnuua 1 - OpraHnsaunoHHO-TEXHUYECKME YCNOBUA OKa3aHUA MeANLUHCKOMN MOMOLLM.

Buja MeauInHCKO MOMOIIM CHGHI/IaJII/BI/IpOBaHHa}I MCIHUIMHCKAasA IIOMOIIb
YciaoBus okazanus MeIlI/IHI/IHCKOﬁ nmoMoOIIH CTaHI/IOHapHO /B JHCBHOM CTallMOHApPEC

®opma oKa3aHUS MeIUIUHCKON MOMOIIIH IImanoBas

Ta6bnuua 2 - Kputepum kayecTtsa okazaHUs MEANLMHCKON MOMOLLM

YpoBeHb
JIOCTOBEPHOCTH
JOKa3aTcJIbCTB U
No Kputepuu kavyecTrBa yOeIUTEeNbHOCTH
pEKOMEHTalni —
HU3KHUH (KOHCEHCYC
9KcrepToB -D)

BrimonHeHo onpeneneHne akTHBHOCTH N-alleTHIITallakTO3aMHH-
4-cynwdatassl (apuicynbdarassl B) B kynpType pubpobiactos u
B U30JIUPOBAHHBIX JICHKOIMTAX WX B TISITHAX KPOBH,

1. BBICYILIEHHBIX Ha (QUIBTPOBAILHON Oymare Uil MOJIEKYJISPHO- D
TeHETUYECKOE HCCIIeIOBaHUE (BBISBICHHE MYTAIlHii B TeHE
ARSB, koaupyrouiem apuicynbdarazy B) (mpu nocranoBke
JIMarHo3a)

BrinonHneno HazHaueHHE (I)epMeHTHOﬁ 3aMECTUTEILHON TCparnun
C IPUMCHCHUEM Fancym,(ba%I JACTAM C YCTAaHOBJICHHBIM

2. D
nuarHozoM Mykononucaxapuaosa VI tumna B go3e 1MI/kr B BHuze
B/B UH(Y3UHU €XKEHENIETbHO
3 BrimonHeHo onpeeneHrne TTMKO3aMUHOTIIMKaHa MOYH (€CITH He D
' MIPOBOJIUIIOCH B TIPEIIIIECTBYIONINE 6 MECSIIEB)
4 Brimonnena sxokapauorpadus (€ciu He MPOBOAMIOCH D

MpeAleCcTBYIOMUE 6 MECSIIEB)

BrimonHeHo onpeseneHrne pa3MepoB MEYSHH U CENIE3EHKH 110
5. JlaHHBIM yJIbTPa3BYKOBOT'O HcCCle0BaHus (eciu He nmpoBoauiock D
nocyeiHue 6 MecsILeB)



10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

20.

BeinonHeHo ynbTpa3ByKkoBOe HCCieI0BaHUE TIOYEK (€CiIn He
IIPOBOAMIIOCH B MOCEHUE 12 MecALeB)

BeimosHeHo aekTposHiedanorpamma (eciau He IPOBOIHIIOCH B
nocyeHue 6 MecseB)

BrimonHena anexktpokapauorpadus (eciu He TPOBOIUIOCH B
nocieaHue 6 MecsieB)

Beinosnnena peHrreHorpadust opraHoB IpyAHOM KJIETKH (eciiu He
IIPOBOAMJIACH TIOCIeAHNE 12 MeCsIIEB)

BrimonHeHa MarHUTHO-pe30HaHCHAs! TOMOTpadus MEeHHOTo
OT/IeJ1a TO3BOHOYHHKA (€CJIM HE MPOBOAMIIOCH B MocieHue 24
MECSIICB)

Brinonnena koMmbrOTepHAast TOMOTpadus wim
MarHUTHOPE30HAaHCHasi ToMorpadus roJJOBHOTO Mo3ra (eciii He
IIPOBOAMIIOCH B MOCJEIHUE 24 MecALIEB)

BrimonHeHo onpesenenne CKOpOCTH HEPBHOM MTPOBOAMMOCTH
(ecyii He TPOBOJIUIIOCH MOCTeAHUE 12 Mecs1eB)

BeinonneHo onpenenenne GpyHKIUN BHEITHETO AbIXaHUS (eCin
HE MPOBOJUIIOCH NOcaeAHNE 12 MecsIeB)

BrimonneHa nonucoMHorpadus (eciu He TPOBOAMIACH
nocyiennue 12 mecsien)

BrimmonneHa pentrenorpadus ckenera (€ciy He IPOBOANUIIACH
nocyiennue 12 mecsien)

Boinonnena ayauomMerpus (€ciy He TpOBOAMIIACKE TocenHue 12
MECSIICB)

BeinonHeHa KOHCYIbTaLUs BPadOM-KapI0I0roM (IIpH HATUYUH
HaTOJIOTUU CEPAECYHO-COCYAUCTON CUCTEMBI)

BrinonHeHa KOHCYIbTalMs BPaYOM-OTOJIAPUHTOJIOTOM (TIpU
HaJIMYUU NaToJNOTHK co cTopoHbl JIOP-opranoB /BepXHux
JBIXaTEJIbHBIX ITyTEH)

BrlnonHeHa KOHCYNIbTalKs BpauOM-HEBPOJIOIOM (TIpHU HATMYUU
MATOJIOTUU CO CTOPOHBI LIEHTPAJIbHON HEPBHOM CHCTEMBI)

BrimonHeHa KoHCyNIbTallks BpauoM-OpToIe oM (IIpU HaIUuuu
NaTOJIOTUU CO CTOPOHBI OMOPHO-ABUTaTEIHLHOIO alapara)



21 BrinonHeHa KOHCYNbTaLKs BpauOM-XUPYPIroM (IIpu HAIUYUHU

. D
[aTOJIOTUH, TPEOYIOLIEH XUPYyprUYecKoro BMEIaTeNbCTBA)
29 BeinosnHeHa KoHCyIbTalUs BpauyoM-0(TaIbMOJIOroM (Ipu D
" HaJIMYUU NaTOJIOTMH 3PEHUs)
23 BeinosnHeHa KOHCYIbTaLUs BpPadyOM-ITyJIbMOHOJIOIOM (IIpH D
" HaJMYUU MMAaTOJIOTHUH CO CTOPOHBI JBIXaTEIbHON CUCTEMBI)
BrImonHeH 6-TUMUHYTHBINH TECT € X01b00H (eCiI He MPOBOAUICS
24. mocnennue 6 Mec) D
BerinonHeHn OMoXUMHUYECKUH aHaIU3 KPOBU
(amanmHamMuHOTpaHC(epasa, acmapraTaMuHOTpaHCchepasa,
o5 o0Imui 1 nNpsIMOM OMIUPYOUH, XOJIECTEPUH, TPUTITULIEPUIbI, D

JaKTaTACTHApPOreHasa, kpeatnapochoknHasa,
JAKTaTICTUAPOreHU3a, Kaabliui, hochop, menounas pocdarasa)
(ecyii He TPOBOJIUJIICS B MPEAIIECTBYIOIINE 6 MECAIICB)

Cnucok JuTeparypbl

1. Lampe C, Schwarz M, M?ller-Forell W, Harmatz P, Mengel E. Craniocervical
decompression in patients with mucopolysaccharidosis VI: development of a
scoring system to determine indication and outcome of surgery. J Inherit Metab
Dis. 2013 Nov;36(6):1005-13. doi: 10.1007/s10545-013-9591-5. Epub 2013 Feb
14.

Pauchard N, Garin C, Jouve JL, Lascombes P, Journeau P. Perioperative
medullary complications in spinal and extra-spinal surgery in
mucopolysaccharidosis: a case series of three patients. JIMD Rep.;16:95-9doi:
10.1007/8904_2014 325. Epub 2014 Jul 20.

3. Roberto Giugliani, Paul Harmatz, James E. Wraith. Management Guidelines for
Mucopolysaccharidosis VI. Pediatrics. 2007;120 (2):405-418.

4. Harmatz P, Whitley CB, Waber L, Pais R, Steiner R, Plecko B, Kaplan P, Simon
J, Butensky E, Hopwood JJ. Enzyme replacement therapy in
mucopolysaccharidosis VI (Maroteaux-Lamy syndrome). J Pediatr.
200;144(5):574-580.

5. Valayannopoulos V, Wijburg FA. Therapy for the mucopolysaccharidoses.
Rheumatology (Oxford) 2011;50(5):49-59.

Ipuiaoxenune Al. CoctaB padoyeil rpynnbl

BapaHoB A.A. akagemuk PAH, npoceccop, a.M.H., Npeacenartens Ncnonkoma Cotosa
neguatpoB Poccun. Harpagpbl: OpaeH Tpyaosoro KpacHoro 3Hamenn, OpaeH lNoveTa,


https://www.ncbi.nlm.nih.gov/pubmed/?term=Lampe%20C%5BAuthor%5D&cauthor=true&cauthor_uid=23408180
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https://www.ncbi.nlm.nih.gov/pubmed/?term=Pauchard%20N%5BAuthor%5D&cauthor=true&cauthor_uid=25038913
https://www.ncbi.nlm.nih.gov/pubmed/?term=Garin%20C%5BAuthor%5D&cauthor=true&cauthor_uid=25038913
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https://www.ncbi.nlm.nih.gov/pubmed/?term=Lascombes%20P%5BAuthor%5D&cauthor=true&cauthor_uid=25038913
https://www.ncbi.nlm.nih.gov/pubmed/?term=Journeau%20P%5BAuthor%5D&cauthor=true&cauthor_uid=25038913
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OpgeH «3a 3acnyrm nepen OtevectBom» IV ctenenn, OpaeH «3a 3acnyru nepeg
OTtevectBOoMY» Ill cTeneHun

Hama3soBa-bapaHoBa J1.C. akagemnk PAH, npodeccop, A4.M.H., 3aMecTuTenb
Mpencepnatens Ncnonkoma Coro3a neguatpos Poccun..

KyueB C.WU., un.-kopp. PAH, o.M.H.

KyseHnkoBa J1.M., npodeccop, 4.M.H., uneH Coto3a negmatpoB Poccun
FeBopksaH A.K., K.M.H., uneH Coto3a negmatpoB Poccun

Bawakmapse H.[., k.Mm.H., uneH Coto3a negnatpoB Poccun
CaBocTtbsHoB K.B., k.6.H., uneH Coto3a neanatpos Poccun

MywkoB A.A., k.6.H., uneH Coto3a negmnatpoB Poccun

3axaposa E.1O., o.Mm.H.

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

ABTOpbI NOATBEpPXAAT OTCYTCTBME PMHAHCOBOM noaaepXKu/koHnmkra
MHTEepecoB, KOTOPbIN He0o6xoaMMo oOHapoaoBaTh.

Hpunoxkenue A2. Merog0J10rust pa3spadoTKi KINHHUYECKHUX
PeKOMEeH AU

LleneBas ayauTopus AaHHbIX KIIMHUYECKUX peKoMeHaaunm:
1. Bpauun-getckue kapguonoru;

Bpauun-nynbmoHonory;

Bpauun-neguatpbl;

Bpauun obuien BpayebHOM NpakTukn (CeMenHble Bpayn);

Bpaun —reHeTuky;

Bpauun- aHgockonucTbl;

Bpauun- peHTreHonoru;

Bpauun pyHKUMOHaNbLHOW MarHOCTUKY;

© 0o N o g bk WD

Bpauu- getckmne ctomarosnorm

10.Bpauu- getckme xmpypru

11.Bpauun getckme aHeCTe3noorn-peaHnmaTosnoru;
12.Bpauu-geTckme HeBpororu,

13.CTyaeHTbl MeanuuHckmnx BY3oB

14. Obyvatowmeca B opanHaType U uHTepHaTtype

KnuHuyeckne pekomeHgaumm co3gaHbl HA OCHOBaHMM cuctemaTudeckoro obsopa
nutepatypbl 1992-2013 rr. Medline (Pubmed version), Embase (Dialog version) u
Cochrane Library databases, ¢ nucnonbsosaHmem co3gaHHbIX NPOTOKOMOB
(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), coBpeMeHHbIX MeXOYHAaPOAHbIX KIMMHNYECKNX
pekoMeHaauun No AnarHoCTUKE, NeYeHUIo U BeaeHnto 60MbHbIX ¢ MeTabonmyeckumm
B6onesHamM.

Mykononucaxapudo3bl OMmHOCSIMCS K peOKUM HacsiedcmeeHHbIM 3abosieeaHusim,
4Ymo UCKJIro4aem 803MOXHOCMb MpoeedeHUs1 60/1bWUX KO2OPMHbIX U
PaHOOMU3UPOBaHHbIX KOHMPOJIUPOBaAHHbIX uccsedoeaHul u 0151 co30aHus
npomokosioe QuazHOCMUKU U mepanuu ucrnosib3yrmcs 1ullb meMamu4eckKue
uccnedoeaHus 3Kcrnepmos, onybsiukoeaHHbIe 8 nocsie0HuUe dsa decsimusiemusl.

Ipunoxkenue A3. CBsi3aHHBIE JOKYMEHTbI

nOpFlJJ,KI/I OKa3aHuUsi MeAULIMHCKOW NOMOLLMU:

1. Tpukas MuHucTepcTBa 34paBOOXpaHEHUs U counanbHoro passutus PO ot 16
anpenda 2012 r. N 366H "O6 yTBepxaeHun Nopsgka okasaHus neamaTpuyeckon
nomoymn")

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

CTaHAaprI OKa3aHuUs MeAULUHCKON NOMOLLMU:

1. lNpwukas MuHsgpasa Poccumn ot 09.11.2012 N 791H «O6 yTBEpPXAEHUN
CrangapTa cneumannanpoBaHHON MeOULIMHCKON NOMOLLM OeTAaM npuy
Mykononucaxapugose Il Tunax

2. lNpukas MuHsgpasa Poccum o1 09.11.2012 N 790H «O6 yTBEpPXOEHUM
CraHpapTta cneumanuanpoBaHHON MEANLMHCKOW MOMOLLM AeTSM Npu
mMykononucaxapugo3sax lll, IV u VIl Tunos».

3. lNpukas MuHsgpasa Poccum ot 09.11.2012 N 834H «O6 yTBEpPXOEHUM
CraHpapTta cneumanuanpoBaHHON MEAULMHCKOW MOMOLLM AeTSM Npu
Mykononucaxapugose VI tnna»

Ipuioxenne b. AJiropuT™MbI BeJIeHUS MAUEHTA

MayneHT ¢ cumntomamm VI Tna

[narHocTuka

KoHcynbTaumsa npodunbHOro cneumanmcra
HET



OA

HasHauyeHue ®3T B cTaumoHape

MOHUTOPMHI COCTOSIHMSA NauMeHToB, nonyyatrowmx ®3T
HET

OA
CumMnTomaTtuyeckas Tepanus

Peabunutauyusa

OA
HET

Hpuiaoxenue B. Uudopmanus 1jisl NauMeHTOB

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

B nepBbIt MOMEHT 3TO MOXeET BbITb 0brieryeHne, 0COBEHHO eCnv POANTESNN OLLYTUIIN,
4YTO C NX pebEHKOM HEe BCE XOPOLLO, U MEYYTCS OT AOKTOPA K AOKTOPY, NbITasACb y3HaThb,
YTO e He TakK. [MoHATHO, YTo AnarHosa "Mykononucaxapngos" HUKTO He XXenaeT, HO B
Ccamblil NEPBbIN MOMEHT POAUTENN MOTYT HEMHOMO YCNOKOUTBLCS - BeAb X pebeHKy
NnocTaBunAnM guarHos, a pas Tak, TO ICHO, B KAKOM HanpasrieHun Hago dygeT uatm
panble. OgHako, 04eHb CKOPO HACTynaeT NOHMMaHKE, YTO He BCE Tak NpocTo. YTo
neyveHna Takoro, 4tobbl ncuenuno pebeHka cpasy, HeT. bonbLNMHCTBO poauTenemn
ncNbITblIBaeT HEMPEOLONMMOE YYBCTBO OMYCTOLLUEHUS, a 3aTEM NPOXOAAT Yepes BCe
cTaguu nevanu.

Mpoxoasi Yepes 3TOT CNOXHbIA Nepuoa, O4eHb BaXkHO MMeTb Hagexay. OYeHb BaXXHO
06LLAaTbCA C CeMbSIMU, B KOTOPbIX €CTb NoA0GHbIe NPOGNeMbl, N3y4aTb MHPOPMAaLNIO O
3aboneBaHUN 1 CONYTCTBYHOLLMX eMy acrnekTax. [loMHMUTe, 4ToO MeauumnHa He CTOUT Ha
MecTe, paspabaTbiBaloTCs HOBbIE U Pa3BMBAOTCA CYLLECTBYOLIME METOAbl NeYeHus,
YTO BeAeT K YIy4yLlEeHMIO KayecTBa XMU3HW. MoMHUTe, 4YTo Bbl - HE OaHMU.

Mpu3Hakn Mykononucaxapuaosa U3MeHsIloTCS B LUMPOKMX Npeaenax oT 60nbHOro K
BonbHOMY. Y naumeHToB NpobnemMbl ¢ cepauem, NErkumm, NULLLEBapUTENbHON



CUCTEMOW, KOCTHO-MbILLEYHOro annapara 1 NopaXXeHUsiMM Mo3ra, MHOrme ¢
Mykononucaxapugo3oM UCnbITbiBaloT 6onbLlue 60nm, Yyem 0bblYHbIE NaN.

B paHHem geTcTBe getu ¢ Tshkenon oopmort Mykononucaxapngosa MoryT 6biTb
rMnepakTUBHBIMU, CUITbHBIMK, OBBIYHO BECESbIMU, HO OYEeHb BLICTPO yTOMAAeMbIMU. Y
HUX 3aHWXKEeHa CTeneHb KOHLEHTPaLUUN BHUMAHNS, UX UHTENNEKTyanbHbI BO3pacT
HWXe BO3pacTa PU3NYECKOro pasBuTurs. Takon pebeHOoK MOXET, Hanpumep, 3anepeTb
ABepb BaHHOMW, HO HECNOCOOEH NMOHATL, Kak BbINTK 06paTHO, Aaxe Koraa B3pocChbii
MHOro pa3 emy 06bACHUT. OHK NOBAT rpydble paspylNTESbHbIE UMPbI, CO34aHNe WyMa
n pasbpacbiBaHMe UrpyLlek ansa Takmx AeTok ckopee urpa. OHM MOryT He Co3HaBaTb
onacHoCTew, ynpsiMbl U HEAUCUUNIMHUPOBAHHbI, MOCKOSbKY 3a4acTyto MPOCTO HE MOryT
MOHSATb, YTO OT HUX TpebyeTcs. HekoTopblie AeTM MOrYyT MMETb BCMbILLKMA arpecCuUBHOIO
nosefeHus. HekoTopble MOryT Kakoe-ToO BpeMs Nofb30BaTbCA TyaneTom, HO
BOnbLWMHCTBO Nonb3yeTcs noarysHukamu. Pogutensm Takux geten npobnemaTtuyHo
npocTo BbicnaTbcs. OHU He JOIMKHbI CMYLLATLCA CripallMBaTb COBETA Y AOKTOPa No
NoBOAY PaCTOPMOXEHHOCTU pebeHKa U KOPPEKTUPOBKM €ro NoBeAEeHWS

[eTtn c nerko hopMoit MykononmMcaxapuaosa, kak npaBuno, NONHOCTbIO He
oTNMYatoTCA B NOBEAEHMN OT 340POBbIX AeTel. BpeMs oT BpeMeHn OHU MOryT BbiTb
HecAep>KaHHbIMU OT PacCTPOWCTBA, KOoraa Ux omanyeckmne orpaHNYeHnst AenarT XK1U3Hb
TpyaHoun. Hago Bcsveckun NoowpsTh NPOSIBNEHUSIM UX CAMOCTOSATENTbHOCTY.

MogpocTkoBble roabl AN Takux geTen MoryT OblTb 0COB6EHHO TpyAHbI. IM npocTo
Heobxoanma nomoLlb, NoHMMaHne, obogpeHne, xopollee n gobpoe croBo.

Hpuiaoxenne I'.

Ipuioxenue I'l. BoIpameHHOCTh KIMHUYECKHX
NMPOSIBJICHUH B 3aBUCUMOCTH OT Bo3pacrta aedorora MIIC VI

Hpuaoxenune I'2. Takruka Beaenus aereun ¢ MIIC VI

OnunH
ITepBoHavanbHas Kaxneie 6 Kaxnasie pa3
Hccnenosanus
OIlCHKa MecC 12 Mmec B2
rojga
IoaTBep:KaeHNEe AUATHO3A X
AHaMHe3 00J1e3HHA X
Kimnanuyeckuii ocmorp X X
Pocr, Bec, OKpYKHOCTB TOJIOBBI X
BremocnuBocThl X X

Onenka HHC



KommbrorepHas Tomorpadus uim
MPT ronoBHOro Mo3ra

Korautusaoe TCCTUPOBAHUC

(DQ/IQ) 2

CKOpOCTh HEPBHOW MTPOBOAUMOCTH/
OMIU

Ounenka ciayxa
Aynuomerpus

Ouenka 3peHust
Octpora 3peHus

OcMOTp r1a3HOTO JHA
HccenenoBanue poroBuIls
JIpIxaTeJbHas cUCTEMA
OB/1

HcciaenoBanue
cHa/mosiucoMHorpadgus

O0cienoBanue cepaevHo-
COCYIUCTOM CUCTEMbI

DNeKTpoKapauorpaMmma
Oxokapauorpadus
OnopHo-ABUraTeJbHBIN anmapaT
Pentrenorpaduu ckenera
7Keny104YHO-KUIIEYHBIN TPAKT

VY3U opranoB OpromIHON MOJIOCTH;
00BEM CeJIe3eHKH, TICYCHU

V3U nouex
JlaGopaTopHble HCCJIeI0BAHUS

Onpenenenne AT’

X

X

1 [Ina geten ctaplue 3 neT; paccTtosiHue, NpongeHHoe 3a 6 MUHYT (NpeanoYTUTENbHbIM
ABMAETCA TOT XKE NPOMEXYTOK BPEMEHMU, YTO 1 B NPEObIQYLLUMX TECTAX 3TOro nayneHTa);



4YMCNO CTYNEHEN, NPOMAEHHbIX BBEPX 3a 3 MUHYThLI. OueHMBaOTCA nokasaTenum
catypauuu SpO2, Yo, YCC go u nocrne Harpysku.

2 DQ vnu KoadhpumumeHT ymctBeHHoro passutus (KYP) - cnocob cpaBHeHus
WHTENNEeKTyanbHOro passBnTusi, CBOMCTBEHHOIro JAHHOMY BO3pacTy (YMCTBEHHbIX
crnocobHocTen pebeHka No OTHOLLEHUIO K er0 CBEPCTHUKAM), C XPOHONOMMYECKUM
BO3pacToM (hakTnyeckmm Bo3pacTtom pebeHka).

KYP paccuuTtbiBaeTCcs AefieHneM UHTENNeKTyanbHOro Bo3pacta Ha XpOHOMOrMYecKnin u
yMHoXeHnem Ha 100 gns nonydeHus yenoro ymcrna. CpegHun KoapuumneHT
YMCTBEHHOI0 pa3BuTtua ansa nboro Bo3pacta cuntaetca pasHbim 100.

Hpunoxkenune I'3. Anropurm quarnoctuku MIIC VI tuna

10 okmsbps 2016 2.



