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METOANYKA MIIC!

TekcT: JKypkoBa H.B., K.M.H., CTapIivii HayIHbIH COTPYAHUK

JlabopaTopuu MEMOPAHOJIOTHHM C TPYIIION T€HETHUYECKUX
uccnegoBanuit ®I'BY «HaydHbll 1IEHTD 370pOBBS AeTel»
PAMH, r. MockBa

n3ocoMHble 6ore3Hu Hakortenus (JIBH) — ato obump-

HBII KIacc 3ab60/eBaHMII M3 TPYIIBI HACTEACTBEHHBIX

6omesHell 06MeHa BellleCTB, KOTOPbIN BKIIOYAET OKOJIO
40 Ho3onornyeckux ¢opm. B ocHoBe pasBurtua 3aboneBaHuUI
JAHHOI TPYIIIBI IEKNAT Pe3Koe CHIDKeHME MM OTCYTCTBME aK-
TUBHOCTY JIN30COMHBIX (pepMEHTOB, KOHTPOIUPYIOLINUX MPOLecC
BHYTPMK/IETOYHOIO PACLIEIUIEHNs TaKMX MAaKPOMOJIEKYI, Kak
ITIMKO3aMIHOI/IMKAHBI, [TIVKOININ/BI, [TTMKOIPOTENHBI, BCIET-
CTBUE MYTAL[MOHHOI 6710Kaabl pepmeHTa. [TaToreHeTIeCKNMM
CNIEICTBUAMY 3TUX M3MEHEHMI ABJAIOTCA BHYTPUIN30COMHOE
HaKOIUIEHVE HEepPACIeI/IeHHbIX MaKpOMOJIEKYN U yBeludeHue
YJIC/Ia IM30COM B K/IETKaX Pas3IMYHBIX TKaHe!l OpraHuM3Ma, 4To
MOpP(OTOrNYecKy BBLABIAETCA KaK Ha/IM4Me TaK HasblBaeMBIX
«II€HMCTHIX» KJIETOK B 3TUX TKaHAX. Takoe HaKOIUIeHUe NIPUBO-
AUT K HapyLIEHNIO HOPMaJIbHOTO (PYHKLMOHNPOBAHNA KJIETOK U
ux rubemn. Yem cuabHee GyHKIMS pepMeHTa HapylleHa MyTa-
Iyelt, TeM ObICTpee HACTyNaeT rmbeb KIETOK B TKaHAX M TeM
6pIcTpee porpeccupyet 3aboeBaHe.

Myxkonomcaxapunosamu (MIIC) HasbIBaIOT TPYIITY pENKIX
TeHeTUYeCKIX MeTaboMnuecKUX 3a00IeBaHUIl COAMHUTENbHON
TKaHU, 13 TPYIIIbI IM30COMHBIX O07Ie3Hell HaKOIUIEHN, B OCHO-
Be KOTOPBIX JIKUT HeXBaTKa OIpele/IeHHbIX (epMEeHTOB, yJa-
CTBYIOIVX B MeTabO0/M3Me [TIMKO3aMIHOITIMKAH.

Y nmanuenTtos ¢ MIIC HabmofaeTcst HapyleHne o6MeHa Kuic-
JIBIX IIMKO3aMUHOITIMKAHOB (MyKomoucaxapunos, GAG) us-3a
MOPA)XEHNsI CUCTEMBI IM30COMHbIX (PePMEHTOB, PETYIUPYIOLINX
obmen GAG. Ilockonpky karabomusm GAG (pacuiemnseHue)
HapylIaeTcsA, OHM B GONbIIMX KOMMYECTBAX OTK/IAJbIBAIOTCA B
OpraHax U TKaHsAX, 103troMy MIIC oTHOCAT K «60/Ie3HAM HaKO-
IVIEHUA».

Anomamuu obMeHa GAG Hac/leACTBEHHO OOYCIOBIEHBI U
IIPUBOJAT K PasBUTHIO NedeKTOB COENVUHUTEIBHOM, KOCTHO U
XpsILIeBOI TKaHY, HAPYLIEHNAM B QYHKLMOHVPOBAHUY Pas/Ind-
HBIX opraHoB 1 cucreM. Camble ABHble nosapneHusa MIIC - cu-
CTeMHOe IOpaXkeHJe CKeJleTa, HapyIeHsa (U3NYeCcKOro 1, Ipu
OIIpefie/IeHHbIX TUIAX 3a00/IeBaHMsI, YMCTBEHHOTO PasBUTHSL.

NEPBLI1 POCCHTICKHI1 SKYPHAT O JIO/IAX C PEAKHMI BOESHAMH

‘ PEJIKUI XXYPHAJI

Myxkonomicaxapupos, I tun

o I Tun-H - cunppom Iypnep - oTmedaeTca 4ale y JieTeit,
POX/IEHHBIX OT POAUTENEN, ABNAIOMIMNXCA KPOBHBIMI POJi-
crBeHHuKamu. Yacrora: 1 caydait Ha 20000-25000 HOBOpO-
XKJIeHHBIX (II0 IPyTuM JaHHBIM - 1 Ha 100000).

o I Tun-S - 6onesns lleite - cunpgpomsr I-S u I-H paccmarpu-
BaIOT KaK BapmaHT oxHoro tnna MIIC, takke tun I-S Ha3sI-
BAIOT IO3JHUM CUHApoMoM [yprep.

o Itum H-S - cunnpom I'ypnep-Illeite - Takoil AMarHO3 MOXeT
03HAYaThb, 4TO 3aboeBanme (cuuppom Iyprep) HaxomuTCs B
IIPOMEXYTOYHOMN CTa M.

Tun HacnegoBaHNA — ayTOCOMHO-PeLleCCHMBHBIIN

Y narnuentos c I tunmom MIIC ormeuaercs gedunut pepMeH-
Ta anbda-L-uaypoHnasl, KOTOPBI HEOOXOMVIM I/ pacllelie-
HIA MYKOIIOTMCAaXapuzioB, BCaeAcBue MyTtanuii B rede IDUA.
Yarie Bcero 3T0 TOY€YHbIE MyTALMM B Pa3INIHbIX 9K30HAX JIaH-
HOTO TeHa. Y eBporelileB Haubosnee yacTol MyTanuu W402X n
Q70X (camas pacrmpocTpaHeHHasa MyTaumA B Poccun - gacrora
OKOTI0 57%).

Cunppom Iyprmep BcTpedaeTcA daile ApPYIMX PasHOBUJA-
Hocteit MIIC-1 u mportekaer Hambomee TsDKeno. bes nmedenns
MAlVeHThl, KaK IIpaBWiIo, >XMBYT 10-12 jmeT oT 0oOCTpyKumu
IbIXaTe/NbHBIX IIyTell, peclMpaTOPHBIX MHQEKIUL, cepHedHoN
HEJOCTATOYHOCTH.

OcHOBHBIE KIMHNYECKNE TTPOSBIEHNA 3a00/IeBaHMA:

Cungpom I'ypnepa:

o 1 roga - po>XaaTCA JOBOIbHO KPYIIHBIMY, M B T€YEHNE
[IePBOTO TOfja pacTyT ObicTpee HOpMBL. I10SIBIISIIOTCS XapaKTep-
Hble /uLeBble Au3Mopduy (M3MeHeHNe NILa IO TUITY «rapro-
WIM3Ma»): IIMPOKas 3alaBIlas IEePeHOCHIA, TUIEPTEeNOPU3M,
IIMPOKME HO3APU, TOICTbIE TYOBI, OOJBIION sA3bIK. VI3aMeHeHMs
Jepemna: MaKpoKpaHus, ckadouedanus, BbICTyNAOLIe T0O0HbIE
6yrpel. PoT 06bIYHO IPUOTKPHIT. TyrOMOABIKHOCTD CYCTaBOB.
Cwmewjenne Gemep. YTomueHHast u XecTKasg Koka. O6mmpHOe
HOTOOTHE/IEHNE, XOTIOAHbIe PyK) U HOrU. boukoo6pasHas rpya-
Hasd K/IeTKa. VI3MeHeHMs CKejleTa IO TUITy MHOXKECTBEHHOTO
IM30CTO3A.

ITocne 1 roga — pocT 3amepnsAeTcsas K KOHIy 1-To roma, n
OOBIYHO OCTAHABIMBAETCA B Bo3pacTe 3x jet. IIpm Hakome-
HUM INMKo3aMMHIIMKaHOB (AT) B MOSTy, IpOMCXORUT 3aMefi-
JIeHNs MX PasBUTUA B Bo3pacTe 1-3 JIeT 1 IPOrpeccUpyronlero
perpecca pasiIMYHBIX HABBIKOB B JlaJIbHENIIEM, KOTOPBIN IIPO-
mormkaeTcs io camolt cMeptu. Orpy6ieH1e 4epT MMIja 1o TUILY
«TaprovM3Ma» CTAHOBATCS OYeBUIAHBIMM K KOHITY IIEPBOTO TOZA
kusHu. OHOM U3 OTIMYUTENIbHBIX YepT SABJIAETCA CIU3KCTbIE
BBbIZIeTIEHN:A U3 HOCa (pUHOpes1) M XpOHMYecKe MHEKIVIOHHBIe
3ab0/1eBaHNA Yllelt 1 Ma3yx Hoca. ToscTble ry6bl, yBeM4eHHbIIt
A3BIK 1 TONCThIe iecHbL. bpaxnpaktunus. Hempasuiabhas dpopma
rpypHoit knetkn. llymMHOe fpIxaHue, Jake KOIZA HET HMUKAKOM
nudexyu. Houbo MoxeT ObITh GECIIOKONHBI COH 1 Xparl. B
Te4YeHMe KOPOTKMX IEePUOJIOB MOTYT HAOMIONATbCA OCTAaHOBKM
IOBIXaHUA BO CHe (aIlHO3), TaKMe OCTAaHOBKM JbIxaHus B 10-15 ce-
KYHJ, MOTYT pacCMaTpMBaTbCsA KaK HOpMa. [leueHb 1 ceneseHka
yBe/MYeHbl ¥3-3a HaKOIUIEHV MYKOIOMMcaxapumos (remaToc-
wreHoMeraaus). CTpagaloT OT YacTOTO XXUJAKOTO CTYIa U Jya-
pen. Impcytusm. XapaKTepHbl NaXOBble, 1AXOBO-MOIIOHOYHbIE
U IYINOYHBbIE TPbDKM. XapaKTepHbl NOpOoKU AV-K/IaHaHOB, Kap-
IVOMETaNMs.

Bspocnbie - BeipacTaroT 1o 120 cm. HaunHaoT TepATh npu-
obpeTeHHbIe HaBBIKY, TEPSIT CIIOCOOHOCTb TOBOPUTH. 3YOBI C
IIVPOKUMI IPOMEXYTKaMH, IIOXO CPOPMIPOBAHHbIE, C XPYII-
KOJI 3Masblo. JKMBOT BBICTYIIAeT BIEpel M OHU XOAAT U CTOSAT
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COTHYBLINCH, 13-32 KOHTPAKTYPHI CYCTaBOB B Oefpax, Ireyax,
JIOKTSIX U KOZMeHsX. Bo/esHu ceppla, OGHAKO OHU He IPOrpec-
CUPYIOT 11 He GecIIOKOAT [0 6oiee MO3AHMX JIeT XM3HU. MoryT
Pas3BUBATHCS MPOOIEMBI C KIAAHOM aO0PTHI MM MUTPATbHBIM
K/IalldHOM — Y HUX MOXKET MeJIEHHO IPOrpeccHpoBaTh IOPOK
K/IallaHa Cepfilia B TedeHue MHOTUX /leT 6e3 BUAMMBIX KIMHIYe-
ckux mpossieHuit. [Ipy Tsoxernoit popme pasBuBaeTCs Kappy-
omuornarus. ITyro4dHsle ¥ MaxoBble IPbDKM. 3amopbl. PasBurus
VICKpUBJIEHVSI TO3BOHOYHMKA (k1os wmu rop6). bomu B cycra-
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Bax. JI3-3a OrpaHIYeHHOTO ABIVDKEHNA CYCTABOB, A/IbIIbI CTAHO-
BATCS KeCTKMMU U KpuBbIMu. IToMyTHeHNe poroBuiisl. KoHgyK-
TUBHAs TTyX0Ta, I/TyX0T4, CBA3aHHAA C IOPAXKEHNEM CTTyXOBOTO
HepBa, WM KOMOVMHAIMA 060MX TUIIOB ITTYXOTBI.

Cunppom Ileite

Bonee msrkas ¢opma 3aboneBanusi. OCHOBHbIE KIMHUYe-
CKII€ TIPOSIBNIEHNS 3a060/IeBaHNS Pa3BUBAIOTCS K 3-5 roam. Jetu
YacTO CTPafaloT OCTPBIMM PECHVPATOPHBIMMU 3a00/IeBaHVSAMMI.

XapakTepHbl — HU3KUIL
pOCT, KOpOTKas 1ies,
6oukoobpasHasi  Ipyh-

Hasd KJIeTKa, M3MEHEHUA
CKe7leTa IO TUITy MHOXe-
CTBEHHOTO AM30CTO3a. [e-
HaTOCIIIEHOMET M.

Bspocnblie - foctura-
10T pocra 152 cm n 6oree.
Koporkas mres, 604ko-
obpasHas Ipy#Has KieT-
Ka, KOHTPAKTYPbI KPYTIBIX
U MEJIKMX CyCTaBOB, Kap-
IaJIbHBII  TYHHE/IbHBIN
cuaapoM. KoHykTBHaA
TYTrOyXoCTb. XapakTep-
HO IIOpa)KeHMe K/IallaHOB
ceppla, MHOTA —Kapauo-
MUOTIATHA.

InarHOCTUKA:  37eK-
Tpodopes u  Konmde-
CTBEHHOE  OIIpefie/ieHIe

IINKO3aMUHOITIMKAH B MoO4Ye, ONpefie/ieHye aKTUBHOCTY (ep-
MEeHTa MJYpOHATCynb(aTashl A B JeiikonuTax nepudepndepn-
4ecKoll KpOBY, MOJIEKY/LAPHO-TeHeTIYecKas IMarHOCTHKaA.

I 3abomeBaHust paspaboraHa addextuBHas (epmeHTO-
3aMecTuTenbHasA TepanuA npemnaparom AJIbIIYPA3VIM.

BHVUMAHMUE!

Bce metu ¢ MYKOITIOJIMCAXAPUIO30M, tun I momx-
HbI OBITh KaK MOXKHO CKOpee IPOKOHYCIBTUPOBaHbI B KPyH-
HBIX AeTCKNUX (eepaaTbHBIX IEHTPAX /1A PelIeHNA BONPOCca O
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TPAaHCIUIAHTAIMY KOCTHOTO MO3Ta I Ha3HaYeHnn ¢pepmerosa-
MeCTUTeNbHOI Tepanuu! PaHHAA MOCTaHOBKA IMAarHO3a I Ha-
3HaYeHNe cnenndieckoil Tepanui NpegoTBPATUT TAKETYI0
VHBAMUAM3anMI0 pe6HKa, NpUBET K YIyYIIEHNI0 KadecTBa
>KU3HH peGeHKa 1 ero ceMbn!

Myxkomnomiucaxapupos, II tun — cuagpom

3aboneBaHNe pasBuBaeTcA B pe3ynbrare fedunura pepmen-
Ta MAYpPOHAT-2-Ccynbgarasbl. YacToTa BCTPe4aeMOCTU: B Cpef-
HeM 1 Ha 75 000 HOBOPOXK/IEHHBIX Ma/IbYMKOB.

Tun HacnemoBaHMs
—-X-ClleIlJIeHHBIT  pe-
11eCCUBHBIN

Bripensior Tske-
nyl0 u 6ojee JETKyo
¢dbopmy 3aboneBaHms.
3aboneBaHue 00y-
CTIOBJIEHO PesKuM
CHIDKEHJEM aKTMBHO-
CTU UAypaHaT-2-Cy/b-
¢araspl  BCIENCTBUE
MyTalMil B reHe UAY-
poHaT-2-cynbdarassl
(IDS), pacmonoxen-
HOM B X-XpOMOCOME.

Oo 1 roma - Jletn

4acTO POXKHAIOTC HO- ,
BOJIPHO KPYIHBIMM U ‘
B TedYeHNe IepPBbIX ABYX JIET pacTyT OblcTpee HOpMBL. YacTblil
KUAKWIL CTYN U fuapest. 3amop. Pyku 06bIMHO KOPOTKIE C IMIN-
POKMMU KOPOTKMMY Ianblamu (6paxupakTumms). Y TONIeHHas
1 >xecTKas koxa. O61IbHOe IIOTOOT/Ie/IeH e, XOIOHbIE PYKU U
Horu. [letn gacto 6onerot oruramy, 6porxuramu, OPBIL.

ITocre 1 roma — Poct 3amepieTcs K KOHIy 2-To roga. IpyOsre
YepThI /ML, KOPOTKUIT HOC, KPYITIoe ¥ IUIOCKOe JIUIO0 U 6OJb-
IIas rojloBa. BricTynaromue T0OHBIe L0, KOPOTKas Ies, M-
POKUIt HOC C MJIOCKOJ NepeHoculieit. S3bIKk yBennyeH, TONCTbIE
ry6bl, yTONIeHne AeceH. 3yObl ¢ MIMPOKUMI IPOMEXYTKaMIN,
IW10X0 cpOpMUPOBAHHBIE, C XPYNKOIL aManblo. [upcyrusm. Xa-
PaKTepHBI pUHOpes ¥ XPOHMYeCKNe MHPEKIVOHHbIe 3a60/IeBa-
HMA YIIel U masyx Hoca. boukoobpasHas rpymHas KIeTKa, 13-
MEHEHUA CKe/leTa 10 TUITY MHOXKeCTBEHHOro Jiu3ocTosa. Jacto
HaO/MIONAI0TCSA ITYIIOYHbIE ¥ IIaXOBble IPDKI. TYTOMOABIKHOCTD
CYCTaBOB, C BO3PACTOM — KOHTPAKTYpPbl KPYIHBIX M MENKUX
CYyCTaBOB.

Hetn crapmero
BO3pacTa M B3pOC-
npte — Poct - 120-
140 cM nipu TsKeENON
dopme  cmHApOMA
Xanrepa. IlanuenTsl
¢ nerkoit Qopmoit
cunpipomMa XaHTepa
MOIyT OBITH  HOp-
MaJIbHOTO pocTa. Y
6ONBHBIX ~ OTMeda-
eTcd IIYyMHOE [Ibl-
XaHMe, amHO3 BO
cHe.  XapaKTepHbI
mopoku  AV-Kama-
HOB. IIpu TsXKenon
¢dopme pasBuBaeTCA
xapgumuonarus. C

IEPBHIit POCCHIICKHI KYPHAT O IO/LAX C PEAKHMH EOTESHAMM
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BO3PAacTOM IIPOTPECCUPYIOT CKe/leTHble M3MEHeHMs, BO3HMKA-
eT KapIla/JbHbI}I TOHHENMbHBIN CMHAPOM. CO CTOPOHBI OPraHOB
3peHus — IOMyTHEeHMe POTOBUIIBI, MHOTTA — I/IayKkoMa. IIpaxTu-
Y4eCK! Y BCeX MAI[eHTOB BBIAB/IAIOT PasindHble (OPMBI TYTOY-
xoctn. ITanmeHTHI ¢ erkoit hopmoii 3a6oneBaHNA UMEIOT HOP-
MaJIbHbI} MHTE/IEKT.

JlvarHoCTHKa: KOMMYeCTBEHHOE OIpefe/ieHIe I 91eKTpodo-
pes I'AT B Moue, onpefenieHne aKTMBHOCTHU (epMeHTa U[ypOHAT
- 2 - cynbdaTaspl B NTeMKOLMUTAX HepudepudecKoit KpoBr, MoJjIe-
KY/IIpHO-TeHeTU4ecKas JYarHOCTHUKA.

Jns 3ab6oneBanus paspaboTtana adpdextuBHasA pepMeHTO-3a-
MecCTHUTe/NbHas Tepanus npermapatom SJIAIIPA3A.

BHVMAHIE!

Bce et c MYKOITIOJIMCAXAPUITO30M, tun II momx-
HbI OBITh KaK MOXKHO CKOpee IPOKOHYCIbTPOBAHbI B KPYII-
HBIX JeTCKUX (efepanbHBIX IEHTPAX 1A pelIeHNA BOIPOoca O
HasHayeHynn ¢epmMeTo3amecTuTeNbHOI Tepanun! Pannsaa mo-
CTAaHOBKA IMAarHo3a M HasHauYeHUe CrenuduIecKoil Tepammmn
MPENOTBPATUT TKENYI0 MHBAMNAN3AIMIO peOHKa, MPUBET K
YIy4IlIeHMIO Ka4eCTBA XU3HU peGeHKa U ero ceMbu!

MIIC, III tun - cuagpom CaHduannio

3aboneBaHne 06yCTIOBNIEHO CHIDKEHVMEM aKTUBHOCTU ep-
MEHTOB, HEIOCPEACTBEHHO YYacTBYIOIIMX B PpacliellIeHNN
rernapaHcynbgara. Takux gepmeHToB - 4. CregoBaTenbHO, 3a-
6oneBaHne KmaccuPUUUPYeTCs HA 4 TUIIA B 3aBUCHMOCTH OT MY-
tanTHOro gepmenra (IIIA, IIIB, IIIC, ITID). MIIC III BcTpeyaert-
cs pexe, yeM MIIC
I n MIIC II. Ya-
croTa (IO pasHbIM
ceemennam): 0,28-
4,1 na 100 000 HO-
BOPOX/IEHHBIX.

Tun Hacmemo-
BaHUA — ayTOCOM-
HO-PeIleCCUBHBIIL.

Teuenne 3a60-
7eBaHMA IIpOrpec-
cupymwomee. Ilep-
Bble  CHUMIITOMBI
HabmomaTca  Ha
BTOPOM TO[Y >KI3-
HU pebenka. bonee
TOYHBINl ~ JMarHo3
yCTaHAB/IMBAETCs HA OCHOBAHUM aHA/IM3a aKTUBHOCTY (pepMeH-
TOB, KOTOpBIe IIPVHMMAIOT y4acTVie B MeTabonmsMe relapaH-
cynbdara.

Bo3MOXXHBI MOJIEKYNAPHO-TE-
HeTUMYecKre MeTOfIbl  JCCTIefo-
BaHMII MyKomomucaxapugosa III
THUIIA, KOTOpble [aloT BO3MOX-
HOCTb YCTAaHOBUTDH T'€HETUYECKUI
medexT (THII MyTaLuu) ¥ ompefe-
TUTb HOCUTEIBCTBO MYTAHTHOTO
aJUIeNA.

OcCHOBHBIE KIMHNMYECKNE TIPO-
ABTIEHNA 3a60/IeBaHMA:

[ycTble, >KeCTKMe BOJIOCHI,
cpocumecst ryctbie 6poBH, BBI-
CTYHAIOLWiT  JKMBOT, Hapyllle-

HME OCAHKM -Tumnepiaoppos. le-
I1aTO-CIIEHOMET IV, Yacro
HaO/IIOAI0TCS TYHOYHBIE 1 I1aX0-
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NEPBLI1 POCCHTICKHI1 SKYPHAT O JIO/IAX C PEAKHMI BOESHAMH

Bble TPbDKU. TyronofBIKHOCTD CYCTaBOB, KOHTPaKTYpPbl KpyII-
HBIX ¥ MEJIKUX CYCTaBOB. YTOYXOCTb KOHAYKTMBHAasA MIN CMe-
HIaHHas.

I[TepBble rofpl XXU3HY JETU PasBUBAIOTCS HOPMA/IbHO. 3aTeM
BO3HMKAIOT HAPYIIEHNs CHA, PErpecc paHee MProOpeTeHHbIX Ha-
BBIKOB, BO30Y/MIMOCTb, arPeCCHBHOCTD HAPYLIEHNUS [TOBENEHI.
C Bospactom 3aboneBaHMe IPOrpPeCCUPYeT, IPUCOEAUHSIETCS
CIIacTM4ecKas OMIUIETUA, CYAOPOXKHBIN CHMHAPOM, MHOTIAA Kap-
IVIMOTIATVS, TIOMYTHEHMA POTrOBMUIbI. IlalMeHThl OYeHb YacTo
6oneror OPBV, 6poHxuTamy, aCypariOHHBIMI THEBMOHISIMI
BC/IE[ICTBIE HAapyLIeHNA ITIoTaHyA. [Ial[eHThl pefKo HOKUBAOT
10 30 net, yale BCEro CMEPTh HACTYIIAET OT CEPAEYHOM U/ JIbI-
XaTeTTbHON HEeOCTAaTOYHOCTY Ha oHe MHQEKIMOHHBIX OCTIOXK-
HEHMWIT, 160 Ha BBICOTE CYAOPOXHOTO IIPUCTYTIA.

JluarHocTuka — KONMMYEeCTBEHHOE OIpefie/ieHne M 3/1eKTop-
¢dope3s IMMKO3aMVHOITIMKAH B MOYe, SH3VMOMATrHOCTHKA, MOJIe-
Ky/IApHO-TeHeTNYeCKas JMarHOCTHKA.

BHVMMAHMUE!

Bce et c MYKOITIOJIMCAXAPUIO30M, tum 111 momxk-
HBI 6BITh KaK MOYKHO
CKOpee NPOKOHYCIb-
THPOBaHBI B KpYI-
HBIX AeTcKux defe-
PaIbHBIX  IIEHTpax
MOCKONIBbKY  ceifyac
paspabaTbiBaeTcs
depmenTO3aMecTH-
TelIbHAs Tepanu I
TedeHNs 3TOTO TsKe-
moro 3abonmeBaHus!
Pannaa mocraHoBKa
AMaTHO3a M Ha3Haye-
HHe crenydyeckoi
Tepannyu NpefoTBpa-
THUT TKETYI0 MHBa-
IMAN3ANNI0 pe6HKa, MPUBET K YIYYIICHNIO Ka4eCTBA KU3HHI
pebenka u ero cempn!

MIIC, IV Tumn - cunipom Mopxkuo

3ab01eBaHNe0byCTIOBTIEHO  HEJOCTATOYHOCTBIO TaJIaKTO-
30-6-cynbarasbl, 6eTa-ralakTo3NAasel. BcrencTBye MyTalui
B FeHaX, KOTOpbIe KOMPYIOT AaHHbIe pepMeHTHI. B 3aBucuMocTn
ot tuna ¢epmeHTHOI HegocTaTouHocTy MIIC IV moppaspens-
eTcsa Ha noptumnsl A u B. Yactora: 1 cnyvait ma 40 000 HOBOpO-
XJleHHBbIX. Pe6eHOK pox/aeTcs 6e3 MpU3HAKOB IaTONOTUM, TIep-
BbI€ CUMIITOMBI OTMe4aloTcs B 1-3 rofa (K 8 rogaM KIMHMYecKas
KapTuHa 3a60/meBanusa chopMupOBaHa).

- : ’ f' OcHoBHbIE KIMHNYCEKME TPO-
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sIBTIEHNS 3a60/IeBaHMA:
IMporpeccupyromias BaJlb-
rycHas pedopManms KOJMEHHBIX
CyCTaBOB, IIPOrPeCCUPYIOIL M
KnOCKONNMO3, KWIEBULHAS [ie-
¢dopmanus rpynHoit ketku. Hus-
KM POCT, YKOpOUYEHNe TYTOBMIIA.
ITporpeccupyiomee mopaxeHue
II03BOHOYHNKA, KOTOpO€ B KO-
HEYHOM UTOT€ MOXXET IIPUBECTH K
TeTpaIUIerny U MOJHOM 06e3Bu-
JKEHHOCTM IanueHTa. [umepmo-
OUIBHOCTD MEJIKUX CYCTaBOB.
IToMyTHEHMe pOTOBMIIBI, He-
JIOCTaTOYHOCTD A0PTaIbHOTO
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KJIaIlaHa, TYTOyXOCTb. Bce MalMeHThl MMEIT HOPMaJbHBIN
MHTEJUIEKT.
JImarHocTuka: Konu4ecTBeHHOe OIpefie/ieHe U 91eKTpodo-

pes3 IIMKO3aMUHOITIMKAH B MOYe, OIpefe/ieHre aKTUBHOCTY ra-
JIAKTO30-6-CynbdaTasy B JIeMKOLUTAX HepUdepuIecKoil KpoBu.
MornexynsapHo-reHeTu4ecKas JUarHOCTUKA — IOMCK MyTaluii B
rene GALNS

s pepMeHTO3aMeCTUTENBHOI Tepanuy 3a00IeBaHMsI Pa3-
pabotaH mpemnapar BuMusuM, KOTOpBIIl yxKe 0B0OpeH s ede-
HIsI TAHHOTO 3a00/IeBaHN B psifie CTPaH.

Bce gmetm ¢ MYKOIIOJIMCAXAPUIO30M, tum IV
BOIDKHBI OBITh KaK MOKHO CKOpee MPOKOHYCIBTUPOBAHbI B
KPYIIHBIX JeTCKUX (efepaabHbIX HEHTPAX MOCKONBKY ceifdac
paspabaTbiBaeTca ¢epMEHTO3aMeCTUTENbHAA Tepamua A
Je4eHN: 3TOTO T:sKenoro 3aboneBann:a! PaHHAA MocTaHOBKa
AMarHo3a M Ha3HauyeHMe crenypuyecKoil Tepanmuy NpemoT-
BPATHUT TsDKETYI0 MHBATUAN3ALMIO peGeHKa, IPUBET K yIyd-
HIEHNIO KaYeCTBa KU3HM pefGeHKa 1 ero ceMbnu!

Myxonomiucaxapugos, VI tun —cungpom Mapoto - Jlamn

3aboneBaH1e 00OYCIOBIEHO HEZOCTATOUYHOCTbIO (pepMeHTa
apuicynbdaTassl B, Bo3HUKaIOIeMY BCTeACBIE My Talllil B TeHe
ARSB. B Poccun y manmentos ¢ MCII VI vamie Bcero BcTpeya-
erca myrtanusa R152W, npumepno, B 27,8% ciydyaes. Hacrora
BCTpeYaeMocT - 1 HoBopoxaeHHoro u3s 320 000.

Tun Hac/en0BaHUsA —ayTOCOMHO-PELIeCCUBHDII.

OcHOBHBIe KTMHIYeCKIe MPOABNeHN 3a00TeBaHNA

ITepBble cMMOTOMBI 3a007I€BAHUS BOSHUKAIOT Ha IIEPBOM
rofy KU3HIU.

Ipy6ble epThl /Mifa, USMEHEHMUS JIMLA 110 TUILY TAPrOVIN3-
Ma, TIOCTENEHHO INPMOCXOAUT IOMYTHEHMe poroBuupl. IInedn
Y3KIe 1 KPYIJIble, BHICT YOI BIlepef XKMBOT, KOPOTKas 1ies,
TUpCyTU3M, ryctbie 6poBu. Ipybas koxa. Hedopmuns rpya-
HOJl KJIeTKM, IpOTpeccupyiollee IMNOpa’keHMe IT03BOHOYHMKA,
TYTONOJIBMKHOCTD, @ BIIOCTECTBUM KOHTPAKTYPbl KPYIHBIX
u Menkux cycrapos. lllyMHoe AbIXaHMe, CMH[IPOM OCTAaHOBKM
AbIXaHMA BO CHe (amHO09). [Iporpeccupyrouii a0pTanbHBbIIt CTe-
HO3, IPOTpeccUpyoulas AbIXaTe/lbHasA He0CTaTOYHOCThb. IIpn
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TSDKemoll popMe — Iporpeccupyioias rupgpouedanms, moteps
3penms. lematocmneHomeranusi. Yactele OPOHXUTBI, OTHUTHI,
CUHYCUTBHIL.

B3pocrble nanyenTs! He BoIpacTaioT Bbire 110cm. C Bo3pac-
TOM IIpOTpeccUpyeT IOTepA CIyXa U 3peHNs, pa3BUBaeTCs cep-
JedyHas ¥ JbIXaTe/IbHasA HEJOCTATOYHOCTD. IlanueHTHl TepsioT
TOJI0C, Pa3BMBAIOTCA HEBPOIOTMYECKIIe HAPYIIEHNs BCIIEACTBIE
CllaBJIeHMsI CIIMIHOMO3TOBOra KaHasa.

JuarnocTuka: JJuarHocTmka: KOnm4eCTBEHHOE OIlpefe/ieHIe
" 971eKTpodope3 IIMKO3aMIHOITIMKAH B MOYE, SH3MMOIVATHO-
cTVKa. MO/eKy/IApHO-TeHeTn4ecKas: IMarHOCTUKA — ITOVCK MY-
Taumit B reie ARSB.

[ns nedeHmss pmaHHOro 3aborneBaHms paspaboraHa 3¢-
(dexTBHaA (epMeHO3aMeCTUTeNbHAs Tepalys IpelapaToM
HATTTA3SVM.

Bce getm ¢ MYKOIIOJIMCAXAPUIO30OM, tum VI
BO/DKHBI OBITh KaK MOXKHO CKOpee IPOKOHYCIbTUPOBAaHBI B
KPYIHBIX JeTCKMX (efepanbHbIX IEHTPAX NOCKONBKY I
Hero paspafoTaHa (epMeHTO3aMeCTUTeIbHAA Tepanmus mpe-
napatroM HATTIA3VIM nocTaHOBKAa AMarHo3a ¥yl Ha3HayeHMe
cnenUIecKoil Tepanuy NpefOTBPATUT TsHKETYI0 MHBAIN-
au3anui peGeHKa, MPUBET K YIYYIIEHUI0 KayeCTBAa >KU3HU
pebenka u ero cempu!

Myxkonomiucaxapuaos, VII tum - cungpom Cnad

3abonesanne obycnosneHo feduuntoM pepmenTa b-D-rio-
KypOHI/Ia3bl, BCIEAICTBME MyTalMil B reHe 6eTa-D-rmokyponu-
nasbl yenoseka (GUSB).

Kpaitne penkoe 3aboneBanue, B Poccuu He Habmoganuch mna-
IIMEHTHI C TON MATOIOTHUEN.

OcHOBHbIE KIMHNYECKNE MPOSIBIEHNs 3a00/IeBaHMs — TPy-
Oble 4epTHl JNNUIIA, TeaTOCIVICHOMETaIusA, IyIIOYHble, ITaXOBbIe
TPBDKY, HM3KUII POCT, M3MEHEHMS CKejleTa II0 TUITy MHOMXe-
CTBEHHOTO IN30CT03a. [IoMyTHeHMe pOrOBUIIbI, MHTE/IEKTya/lb-
HasA HeJOCTaTOYHOCTD.

Huarnoctuka MIIC VII aHanornyHa JuMarHOCTHUKe APYTUX
tunom MIIC.

BAJKHO! [Ina Bcex TUIOB MYKOIOMICAaXapUA030B pas-
paboTaHbI MeTORBI IMPEHATAJIBHOV puarnocTuxu. IIpn
HA/IMYUU B ceMbe 60/IBHOTO C 3a060/IeBaHMeM JAHHOI TPYIIIBI
ceMbsi JOo/bKHA ObiTh ornpaBreHa B ME[TVIKO-TEHETUYE-
CKYIO KOHCYIBTALMIO I MOTyYeHN MOTHOI U OTPOGHOIT
nHpopmam!

[uarHocTuka:

JIabopaTopus MONEKy/IAPHO-TeHeTUYeCKOil fua-
rHocTuku: CaBocTbssHOB Kupunn BukTtoposnuy,
3aBenyrommii maboparopueii, x.6.H.; Pegepans-
HOe TOCY[apCTBeHHOe OIO/KeTHOe HaydHOe y4-
pexpenne «HaydHblil IIEHTp 300POBbA JieTel»;
Appec: 119991, Poccusa, . Mocksa, JlomoHO-
COBCKMII IPOCHEKT, 2, cTp.1 (M. [IpodcorosHas);
TelL: +7 (495) 967-14-20; dakc: +7 (495) 134-70-
01; e-mail: info@nczd.ru; Yacsr paboTsr: mH-IT
8:30-20:00, c6-Bc 10:00-16:00
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JIABOPATOPUA HACJIEONCTBEHHBIX BO-
JIE3HEM OBMEHA BEIIECTB; PYKOBOAU-
TEJIb: x.mM.H. Exarepuna IOppeBHa 3axapoBa;
Anpec: 115478, Poccus, MockBa, yn. Mockso-
peube, A. 1, Meauko-reHeTMYECKMUII Hay4HbIN
nentp PAMH, Bropoit stax (M. Kammpckas,
BBIXO K yI.MockBopeube); Tem.: +7 (499) 324-
20-04; carit maboparopun: www.labnbo.narod.ru;
e-mail: labnbo@yandex.ru, labnbo@med-gen.ru
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IEPBHIit POCCHIICKHI KYPHAT O IO/LAX C PEAKHMH EOTESHAMM

PEJIKW JKYPHAJI ‘



