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Mykononucaxapupao3s I-I tuna (MMC I-I, cunapom lypnep) — peakoe ayTOCOMHO-peLecCuBHOe 3aboneBaHvie 13 rpynmnbl
NN30COMHBbIX 6one3Heln HakonneHua (JIBH), Bo3HUKatoLee B pe3ynbTate MmyTauuy reHa IDUA, UTo NPUBOANT K CHKEHMIO aKTUBHOCTY
depmeHTa anbda-L-ngypoHugasbl n xapakteprsyeTcs NPOrpeccMpyowyMmy NCUXOHEBPOSTOTMYECKUMM, CEPAEYHbIMM N opToneuye-

CKNMUN HapyLweHunAamn.

Knioyeewie cnoea: 271uKk03amuHO/TUKAHbI; MyKononucaxapuao3; mpaHcniaHmayus 2eMonosmu4yeckux cmeoJsiosblX KJ1emok; qbepMeH-
mo3amecmumesibHaAa mepanus,; 1u30ComMasibHole 6071€3HU HAKONJIEHUS; KOCMHAsA OUCNIA3Us.

Mucopolysaccharidosis type I-G (MPS I-G, Hurler's syndrome) is a rare autosomal recessive disease of the group of lysosomal
storage diseases (LPD) resulting from a mutation of the IDUA gene, which leads to a decrease in the activity of the enzyme alpha-L-
iduronidase and is characterized by progressive psycho-neurological, cardiac and orthopedic disorders.

Key words: glycosaminoglycans; mucopolysaccharidosis; transplantation of hematopoietic stem cells; enzyme replacement therapy;

lysosomal storage diseases; bone dysplasia.

Myxkonioancaxapunoss! (MIIC) npeacraBasior
o060 I'pyIITy HACAEICTBEHHBIX OoAe3HeH oOMeHa
BEIIIeCTB, 00YCAOBAEHHBIX HAKOIIACHHUEM T'AUKO3-
amMuHorankaHosB (I'AT) B opranax 1 TKaHIX, BCA€/-
CTBHE MyTallli B I'eHaX, KOAUPYIOIINX IIPOIIECC
BHYTPHAN30COMHOI'O THAPOAN3a MaKPOMOAEKYA.
Hakomaenue 'AT' B An3ocoMax IPUBOIUT K THOEAN
KAETOK U TKaHeH, COIIPOBOXKIAETCS HAPYyIIIEHUEM
PYHKIIMH OPTAHOB U CUCTEM. B 3aBUCHMOCTH OT
nedeKTa AU30COMHOr0 (pepMeHTA, IIPHUHUMATOIIIE-
ro ydacTHhe B KaCKaHBIX PEaKIHSIX pacllellAe-
Hud AT’ 1 onipeAeAdIONIero pa3BUTHE OCHOBHBIX
KAMHUYECKUX IIPOABACHHH OOAE3HU, BBIIEATIOT
11 TunoB mykomoaucaxapuao3oB. CymmapHada
gacTtora MIIC B MHpe cocTaBAseT NPUMEPHO
1:25000 HOBOPOXKIEHHBIX, YACTOTA OIIPEIECACH-
HbIX TUIIOB MIIC MOXKeT paszandaThCs.

3aboaeBaHHUS OaHHOW TI'PyHObl OTAHYAIOT-
Cs MYABTHCHUCTEMHBIM IIOpakeHHeM OpPraHOB
U CUCTEM, ITPOTPECCUPYIOIUM TeUYeHHeM, HHBa-
AUM3aIIEY U COKpAallleHUEM IIPOIOAYKUTEABHO-
CTU KHU3HHU.

Pannue kamHuyeckue nposaBaeHus MIIC
XapaKTepPU3YIOTCH 3HAYHUTEABHBIM Pa3HO00pasu-
eM: 3a/Iep3KKa pocTa, orpybeHre 4epT Aulla, 3a-

Jep3KKa IICUXOMOTOPHOTO H PEYEeBOTO PA3BUTHUS,
YMCTBEHHAsI OTCTAAOCTbh, ITOpPaKeHHe HEPBHOMI
CHUCTEMBI, CEePAEYHO-COCYIUCThIE HAPYIIECHHUS,
reraTOCIIAEHOMETAANSI, CKEAETHAs AUCIIAA3US
C MHO>XECTBEHHBIMHU AU30CTO3aMHU, 0PTAABMOAO-
TUYECKUE U3MEHEHUS, ITATOAOTHS AOP-OPTaHOB.

Myxkomnoaucaxapuno3s [ poga (MIIC-I) I'ypaep
CHUHIPOM XapaKTepHU3yeTcs Ae(PUITUTOM asbda-
L-unypoHugasbl, AU30COMAABHON THAPOAAS3HI,
KOTOopas BbBI3BIBAET THAPOAH3 TEPMUHAABHBIX
aab(a-L-uaypoHOBBIX KHUCAOTHBIX OCTATKOB
JepMaTaH- U rernapaHcysbgaTta. CHUKEHHUE UAU
OTCYTCTBHE aKTHBHOCTHU aabda-L-uaypoHumasbl
BBI3BAHO MyTalll€d COOTBETCTBYIOILErO IeHa
U IPUBOAUT K HAKOIIACHHIO CyOCTPaTOB TAUKO3-
aMHHOTAVMKAHOB (MyKOIIOAHCAXapH/IOB) AepMaTaH-
U remapaHcyAb(aTa B TeA€ U K II0OBCEMECTHBIM
KAETOYHBIM, TKaHEBBIM AUCHYHKIIUAM, K IIopa-
JKEHUIO IIEABIX OPTaHOB.

Tepanua MIIC-I Aldurazyme obecrieunBaeT
OpraHu3M OGOABHOTO H3UMOM. [lAd yCHEIITHOTrO
IIpUMEHEHUs IIpenapata HH(PY3HUU JOAKHEI IIPO-
BOIUTHCH PETYASIPHO — 1 pa3 B HEAEAIO [TOKHU3HEH-
HO. Aldurazyme He ocTaHaBAWBAET AEMEHIIUIO,
HeE TaeT IIOAOKUTEABHOTO KAUHUYECKOTO dpdeK-
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Tabnuua 1
PaHHMe KNNHNKO-ANArHoCcTUYecKne npusHakuy

MyKonoJincaxapmnaosos

JUTH pa3BUTHE paHHEN HHBaANINU3aAIUHY U
COXPaHUTDb KAUECTBO JKU3HU ITallUEeHTOB.

Hepenku caygau, Korna MeXay IIep-
BBIMH CUMIITOMAaMU 00A€3HU B YCTaHOB-

Cpokn
KnnHnYecKne cumMnTombl p AE€HHBIM AUATHO30M IIpoxoauTt ot 3 10 10
nposAsneHna AET, YTO HE I03BOASIET IPUMEHHUTD (-
prﬂHOCTI/I rpyagHOro BCKapmMianMBaHnA C pPoXAeHnA CIZ)CKTI/IBHBIC MEeTO/IbI AeYEeHUS ITalTMEHTOB.
Orpy6eHvie 4epT nnLa: 3anaBLuee NepeHocbe, OOBIYHO AUATHOCTUKA 3a00A€BAHUY
yBe/myeHmne nosiHoTbl ry6 1 HalOpPOBHbIX AyT; 3-4-ii mecal IIPUXOOUTCA Ha CTAOUI0 pa3BHUTHSA BbI-
rmnepTenopnsm rnas, HU3Ko nocaeHHble yllHble p E€HHBIX HapyH_IeHI/Iﬁ HeO6paTI/IMBIX
b
aKOBUWHbI o
p - U3MEHEHUM OIIOPHO-ABUIATEABHOTO all-
KopoTtkas wes 5-6-11 mecAL .
. nmapara, XpOHUYECKON AOP-IIATOAOTHH,
YBenuueHve pa3mepoB ronioBbl (Meranouedanus) 5-7- mecsay, .
- Y CEepOoEedYHO-COCYAUCThIX HaApPyLIE€HUH,
TepA TUYHOCTU KON U T HN —-o-N Meca
OTEPA SNACTNHHOCT KO €€ yTonteHne ecAy yTpaTbl BO3MOXKHOCTH BECTH HOPMAaAb-
YBenuyeHne o6bemMa XNBOTa BCNIeACTBUE And- HEII 06pa3 KU3HH
bY3HOW MbILLIEYHON TMNOTOHUN Y FenaToCrnieHo- 7-9 mecay, ’

meranuu (ot 2-3 o 5-6 cm)

C 1 guBapg 2019 roga Bo ucroaHe-

QopmrpoBaHUe rpbiK: MyNoYHON, NaxoBOW, Naxo-
BO-MOLLIOHOYHOMN

Lo 6-8 mecsiues.
YacTo yxe Ha
1-m mecsaue nnbo
BPOXAEHHbIe

Hue denepassHoro 3akoHa ot 03.08.2018
No 299-d3 «O BHECEHUH HU3MEHEHUH
B denmepasbHbIi 3aK0H «O6 OCHOBAX OX-
paHbI 3M0POBB4 I'pazkaaH B Poccutickoit

KVI(I)O3 rPyAHOrO M NOACHNYHOIO OTAENOB NO3BO-
HOYHWKa

8-10-1 mecay,

deneparun», IlocranoBaenua IlpaBu-
TeAbcTBa P® ot 26.11.2018 Ne 1416

3afepKKa TeMMoB NCMXOMOTOPHOrO Pa3BUTUA 3-6-1 mecAL, «O MopsaKe OpraHU3aluH 00eCTIeYeHHs
YBenuyeHne pasmepoB A3blka 6-7-11 mecau ACKapCTBCHHBIMHU IIpC€IIapaTaMu AHIIL,
BpoaeHHblI BbiBMX Ta306eApEeHHbIX CYCTaBOB C poxxpeHus GOABHBIX PAOM 3a00A€BaHMI, B TOM YHC-

Hebonblioe orpaHnyeHne pasrubaHus mexda-
NAHTOBbIX 1 KPYMHbIX CYCTAaBOB

C9-11 mecaues.
B TAXenbIx cnyyanax
C 3-4 mecaues

Ae Mmykoroarncaxapuznosom I, I, VI tunos»
6oabHBIE MyKoIioaucaxapuno3om I, II, VI
TUIIOB 0DECIIEeYNBAIOTCS IIperapaTaMmu

CHWXeHve Temna pPOCTa TeNna OTHOCUTEJIbHO BO3-
PaCTHbIX HOPM

C 12 mecaues

depmenTozamecTuTeAbHOH Teparmi (P3T)
3a cHeT CpeACTB helepasbHOTO OI0/KeTA.

HapyLweHwne cHa, anHO3 BO CHe

7-10-n mecay

Hacaenyercda qaHHBIN CUHOAPOM ay-

Peum,qvlsmpylou.wle PUHOCNHYCUTbI, OTUTbI

7-8-1 mecsaL,

TOCOMHO-PEIeCCUBHO. IIpu 3TOM THIIE

an/I3HaKI/I NMOMYTHEHNA POroBuLbl

9-10-1 mecay,

HaCA€OOBaHUA POOHUTEAHN ABAAIOTCA

CHmXKeHue cnyxa

9-10-n mecay,

TETEPO3UTOTHBIMH HOCHTEAAMH MyTa-

[MnepakTnBHOCTb

10-12-1n mecay,

ouu, UMerT 25 % BEePOATHOCTH POIK-

[MnepTpodura rMOTOUYHONM N HEGHBIX MUHAANNH

C 6 mecsaueB

neHus 00ABHOTO pebeHKa He3aBHCHUMO

Ta npu nopaxkenuu [ITHC npu Taxkearix popmax
MIIC-I. CBsa3pIBaeTcd 3TO C HETTPOHUIIAEMOCTBIO
remMaTo3HIIeaAHIECKOTO Oapbepa OAS JAHHOTO
npenapata. UuTpasrombasbHOEe BBEIEHHE €T0
B OKCIIEPUMEHTE Ha cobaKaxX MJ0Ka3aA0 BO3MOIK-
HOCTb HPOPUAAKTUKH U A€UYEHHUS ITOpaKeHUH
IIHC, ogHako ImpuMeHeHUe MeTola B IIINPOKOH
npakTukKe TpebyeT masbHeHIIEero rAyGOKOTO
H3y4YeHUs U anpobariuu.

Ipyroti criocob o6ecrieYuTh GOABHOTO HEMO-
CTaIOIIMM SH3HUMOM — 3aCTaBUTh €Tro BhbIpaba-
TBHIBATBhCSI B OpraHU3Me IIOCPEICTBOM 3aMEHBI
KAETOK C MyTaHTHBIM T'€HOM Ha KAETKH YyKEPOI-
HOTO OpraHu3Ma 0e3 MyTalliH (TPaHCIIAQHTAIUS
T€MOIIO3THYECKUX CTBOAOBBIX KAETOK).

PanHgasa guarHOCTUKAa ¥ CBOEBpPEMEHHAs Me-
OUITUHCKAasT TOMOIIb 60AbHBIM MIIC — depmen-
TO3aMECTUTEAbHAs Teparus U TPAHCIAAHTAIHS
TEMOIIOATHYECKUX CTBOAOBBIX KAETOK, TIO3BOASIET
KOHTPOAUPOBATH TedeHUe O0AE3HU, MOOUTHCH OII-
TUMaABHOTO KAMHUYECKOTO 3(pdekTa, mpemymnpe-

ot 110A8; S0 % BEPOATHOCTDH POKIACHUS
pebeHKa C reTepO3UTOTHBIM HOCHUTEABCTBOM My-
Tanui 6e3 cUMIITOMOB 3aboaeBaHud U 25 % Be-
POATHOCTL POKAEHUS 340POBOro pebeHKa — He
HocutTeasa mytanuit MIIC. BaxXHBIM acIeKToOM
MeIHUKO-TeHEeTHYEeCKOI0 KOHCYABTHPOBAHUS IIPHU
nono3pennu Ha MIIC aBageTca cbop cemeifHOTO
aHaMHe3a, aHaAu3 POJOCAOBHOU U BBITIOAHEHUE
OHMOXMMHUYIECKOI'0 ¥ MOAECKYASIPHO-T€HETHIECKOTO
TecTupoBauusd. [Ipu BeigBAeHUU 60oAbHBIX MIIC
HEOOXOOUMO IIPENAOKUTE CeMbe O0CAeLOBAHHE
cuOCOB (MMeIoIHecs B CEMbe OpaThbs U CECTPhI
GOABHOIO) C IIEABI0 YCTAHOBAEHHUS AHATHO3a Ha
CTaaAuH MUHUMAABHBIX KAMHUYECKUX ITPOSIBAEHHUH,
HHOI/ZIa B JOKAMHUYECKON CTaIuu.
[IpenaraabHaa (mopomoBasi) AWATrHOCTUKA
IIPOBOAUTCH B CEMBSX, UMEIOIINX ITOBBIIIEHHBIHN
pHuck poxaenus 6oabHOoro MIIC peGenka. Ompe-
[eAeHHEe PHCKOB IleAeco00pasHO OCYIIEeCTBASTH
B XO/Ie MEIUKO-T€HETHYE€CKOI'0 KOHCYABTHPOBAHUS
ele 10 HACTYIACHHUS OepeMeHHOCTH. MoAeKy-
AIpHO-TeHeTH4decKasa nuarHoctuka MIIC y maona
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Tabnuua 2
JleueHne mykononucaxapugosa l Tuna

—T

=
CumnTomaTnyeckoe 3ameHuTenbHasa TpaHcnnaHTauma
[ Tepanua CTBONOBbIX KNETOK

-Aldurazyme®© - BoneMarrow
Transplantation
- Cord Blood
Transplantation

MeqHKaMeHTO3HOe
- XHpyprudeckoe
- dH3HOTEpaNnKA

IIPOBOANTCH IIOCAE IIPOBEICHUT GHOIICHH BOPCHH
xopuoHa Ha cpoke 10-14 HegeAb OepeMeHHOCTH,
Ha cpoke 16-20 Hemeab 6GEpPEMEHHOCTHU IIOCAE
IIPOBeNEHHS aMHHOIleHTe3a. BuoxuMudyeckKui
aHaAW3 aKTHBHOCTHU (pepMeHTa y IIAOJA MOKET
OBITH BBIIIOAHEH NIPU HCCAEIOBAHUU OHOIITATA
BOPCHH XOPHOHA.

Has nuarnoctuku MIIC He cyliecTBYeT crie-
HHU(PHUIECKHUX YABTPA3BYKOBBIX MapKEPOB I1A01A.
OgHHUM U3 IATOAOTUYECKUX CHUMIITOMOB SIBASIETCSI
HEeMMMYHHasl BOAIHKA Iaoga. [laHHBIN yAbTpa-
3BYKOBOH MapKep TaKKe BCTpedaeTcs IIPU psaae
OPYTUX 3a00A€BaHUN.

Hosopoxaenusie ¢ MIIC nmeroT, Kak IIpaBHAO,
OOBIYHBIH (DEHOTHII U HUYEM HE OTAWYAIOTCH OT
3J0POBBIX AETEH, HO B JAABHEUIIIEM yZKe C IIEPBBIX
MeCSIIEB y 3TUX OeTel IT0ABASIOTCS CHUMIITOMBI
3a1epKKU (pU3ndecKoro pasButus. [lopaskeHue
OPTaHOB U CHUCTEM IOSBASIETCS Ha 2—-3-M MecdIle
KU3HU. 3a0oAeBaHNe XapaKTePU3yeTCs IIPOrPeIi-
€HTHBIM Te4YeHUEM C IIOCTEIIEHHBIM HapacTaHUEM
TSXKECTH KAMHHYECKOM cuMIIToOMaTHKHU. [lepBo-
Ha4YaAbHO KAMHHUYECKHE [IPOSIBAEHUS CO CTOPOHBI
OPraHOB U CUCTEM MOTYT OBIThH €1Ba 3aMETHBIMU,
He HOCHAT CIIeLM(PUIECKOr0 XapaKTepa, YTo 3aTpyI-
HsIET PaHHIOI JUArHOCTUKY. CaMbIMH pPaHHUMHU
CHUMIITOMaMH SBASIOTCH TPYAHOCTH IIPH OpraHH-
3auy I'PyLHOTO BCKapMAUBaHHULA (00yCAOBAEHBI
O0COOEHHOCTSIMHU CTPOEHHSI HOCOTAOTKH — 3aIIaBIllee
IIEPEHOCHE, Y3KHE HOCOBBIE XObI, 3aTPYAHIIONIHE
npIxaHue pebeHKa BO BpeMs aKTa COCAHUS).

Ecan mpoBecTH peGeHKY TPaHCIIAAHTAIIHIO
CTBOAOBBIX KAETOK B BO3pacTe [0 ABYX AET, Be-
POSITHOCTH COXpPaHEHUS HUHTEAAEKTa OCTaeTCs
BBICOKOH. K 6oaee ITO3MHIM CpOoKaM pa3BHUBAIOTCSI
HEBPOAOTHYeCKUe 3a00AeBaHU.

BammeMy BHUMAaHUIO IIpefasaraeTcsa caydau
AUaTHOCTUKU W Teparluy PeaKoro 3aboAeBaHUs
MyKoTmoaucaxapuaos | tuna — cuaagpom Iypaep.

JeBouka poauaachy 17-aeTHeH, cuuTaBILIEH
cebs1 37TOPOBOI, JKEHITHHEL, IIepPBOi 6epEMEHHOCTH,
IIpoTeKaBIIel Ha (hOHE aHEMUH, ypearaa3sMo3a Bo
II moaroBUHE, YyI'PO3bI IPEPHIBAHUS B 7 MECSIIEB.
Oty 18 aer, cuutaa cebsa 340pOBBIM. Pombr —
B CPOK, CTPEMUTEABHBIE, C OLIEHKOH II0 IIIKaAe
Armirap 8-9 6aanoB. K rpyau eBouKa IIPUAOKEHA

B epBble CYTKHU. BrimucaHa Ha aMOyAaTOpPHBIN
3TaIl Ha ISThIe CYTKH C AUATHO30M: liepeOpasbHast
niemusd | crenneHn; MopoyHKIIMOHAABHAL He-
3PEAOCTE K CPOKY I'eCTallHH; KPHUBOIIed II0AOXKe-
HUS CA€BA; JUCIIAA3US Ta300eIpeHHBIX CyCTaBOB.

du3uyeckKoe pasBUTHE AEBOYKHU IIPU POK-
[E€HUH COOTBETCTBYET I'eCTAIIHOHHOMY BO3PacCTy:
Mmacca teaa 3400 r, namHa 54 CM, OKPY?KHOCTH
roaoBbI 34 cMm. [IpubaBKa Beca U pocT B IIEpBBIe
2 Mecs1ia XXKU3HU COOTBETCTBOBaAM Bo3pacTty. o
BO3pacTa OJHOTO rofa HaxoAHWAaCh Ha I'PYAHOM
BCcKapMauBaHuU. C IEePBBIX AHEH 3KU3HU oTMeda-
AOCH OTpaHHYEHUE OTBEIEeHUS B Ta300e1PEeHHBIX
cycTaBax, YCTAHOBOYHAdA KPUBOIIEd, IIPU3HAKU
He3peAoCTH HepBHOU cucteMsl (o HCT), yBeau-
YeHHBIE Pa3Mephl OOABIIIOTO POAHHYKA (5*5 cMm),
MHOXKECTBEHHbIE Maable aHOMAaAWH Pa3BHUTHUL
AWIIEBOTO CKeaeTa. [loAydyasa 1o peKoMeHOaIuu
CIIEIIMaAVCTOB HEHPOTPOITHYIO TEPAIIHIO, BUIU-
Moro 3pdeKTa 0T IPOBOAUMOrO A€YEHHs He Ha-
OAIOIAAOCK.

K 2 mecanam orcraBasa B IICHXOMOTOPHOM
pPa3BUTHU: He AepzKasa TOAOBY, HE pearupoBasa
Ha 3BYKOBBIE pas3pazkKHUTeAH, OTCyTCTBOBaAa pe-
aKIIUS CA€KEHH 3a ABHUTAIONINMCS IIPEIMETOM.
OpTorenoM OIIUCEIBAIOTCS OTPaHUYECHUE IBUKeE-
HUHN B IIPOKCHUMAaABHBIX OTA€AaX KOHEYHOCTEH,
KOpoTKad Iled, (pUKCHUpoBaHHad roaosa. [lpu
OCMOTPE OKYAHCTOM BBIIBAEHO PaCXOSIIeecsd
KOCOTAa3Me, IIaCTO3HOCTE BeK, Aulia. HeBpoaorom
o0HapysKeH CITaCTHYECKUH TeTparnapes.

B Bo3pacte 6 MecdlieB AeBOYKa HE CHOUT,
He IepeBopayuBaeTcsda. C yueToM paHHEro Ha4da-
Aa CHMIITOMOB IIOAMCHUCTEMHOCTH IIPOSIBACHHH,
0ocoOeHHOCTEH (PeHOTHUIIA 3aII0J03PEHO HaAUdHe
reHEeTH4IeCKOoTro 3aboaeBaHud. [IpoBoguTesa nud-
depeHIaAbHBIH [UarH03 CHHAPOMAa KpaHHo-Kap-
ro-tap3aabHoil mucriaaszun dpumena-llleamona
(cMEAPOM «AHIla CBUCTSIIIETO YEAOBEKAY).

K 9 mecanmam y neBOYKU AUATHOCTHpPOBAaHA
BpOXK/IeHHAas ABYCTOPOHHSS TAayKoMa 000ux
raa3. OCMOTP OTOPHHOAAPUHIOAOTA U Pe3yAbTa-
TBI ayOAUOMETPUH CBUIAETEABCTBYIOT O HAAWYNU
TYTOYXOCTH.

K Bo3pacTy oxHOro roza BBIABASIOTCS AHC-
[IPOIIOPIIMOHAABHBIE aHTPOIIOMETPHYECKHEe I1a-
paMeTphl: JAMHA TeAa CYIIIeCTBEHHO OTCTAET OT
BO3PaCTHOM HOPMBI (HUXKe 3-TO IIEPIEHTUAS),
Macca TeAa IIPEBBIIIaeT HOpMY (7 5-1 IepIIeHTHAD);
OKPYZKHOCTBb T'OAOBBI 3HAYHUTEABHO IIPEBBIIIAET
BO3pacTHbIe IokKasaTeau (97-U IeplieHTHAB),
YTO CBUIAETEABCTBYET O Makpolledasuu. Hapsny
C 3TUM ofOpalarT Ha cebd BHUMaHHE I'pyOble
YepPThl AWIIA, MAaKPOTAOCCHUS, KH(POCKOANO3 I'Py-
OUHO-IIOICHUYHOI'O OTJeAa II03BOHOYHHKA, TY-
TOIIOABUZKHOCTBL KPYIIHBIX U MEAKHX CyCTaBOB,
yBeAndeHHe 00beMa JKUBOTa, 00yCAOBAEHHOE MbI-
IIEYHON TUIIOTOHHEH U IellaTOCIIACHOMETaAHEH.
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B anamHe3e 3Toro rnepuoa 4acTble IPOCTYHbIE
3aboaeBaHUd.

Takum o6pazom, ocobeHHOCTH (PEHOTHUIIA
pebeHKa — HHU3KUH POCT, HEIIPOIIOPIIMOHAABHOE
TEAOCAOIKEHHE, Makponedans, rpyoble 4epThl
AV, KHPOCKOAHO3, TYTOIIOABUKHOCTE CyCTaBOB,
CHUZKEHHE OCTPOTHI 3PEHHUS U CAYXa — [TIOCAYKHUAU
OPUYUHON MHOBTOPHO ITPEAIIOAOKUTH HAAWYHE
y pebeHKa HacAeICTBEHHOIO 3ab60AeBaHUSI MYKO-
moAucaxapHaosa.

K nByMm rogam neBodyka Ha9HMHAET KpaTKOBpe-
MEHHO XOZIUTh, TOBOPUTH IIepBhIe caoBa. OgHaKO
9TU HaBBIKU OBICTPO YTPAYHBAIOTCS, HAPACTAIOT
rpyOble KOTHUTUBHBIE HApPYLIEHUS.

MegunuHCKHE NOKYMEHTBI pebeHKa OblAn
HaIlpaBA€HBI U pacCMOTpeHbI B Poccutiickoit net-
croli kamHm4deckol OoapHuIle (PIKB MoOCKBEI).
JunarHos «Mykonoaucaxapuao3s | Tuna (CuHapoM
I'ypaep)» ycTraHOBAEH B Bo3pacTe ABYX AeT (2004)
II0 COBOKYIIHOCTH KAWHHUYECKHX U HHCTPyMEH-
TaABHBIX JAHHBIX.

B 2009 rony (7 aet) npoBeneHa pepMeHTHAS
OUATHOCTHKA B AabOpaTOpHUH HaCAEICTBEHHBIX
boaesneit ooMena MI'HI] PAMH. BeigaBaeHO CHUKE-
HUE aKTUBHOCTH aabda-L-uayponmmassl qo 0,01
(Hopma 61,0-175,5) HM/Mr/4ac). 3akarodeHHe
(o 09.06.2009): «YuuThIBagd aHaMHECTHUYECKUE
[aHHbIe, KAMHHYECKYIO KapTUHY, obcaeioBaHUeE,
pebeHKy yCTaHOBACH OUATHO3 «MYyKOIIOANCaXapH-
no3 I Tuna (Iypaep)»; eIMHCTBEHHO BO3MOXKHBIM
BapHaHTOM IOAJEpPKUBAIOIlel Tepaluyu B Ha-
cTodIllee BpeMs SBAGETCS HasHA4YeHHe II0 KU3-
HEHHBIM II0Ka3aHUIM (PEePMEHTO3aMeCTUTEABHON
TepaIvy IIpernapaToM «AAbLypasuM».

C uroag 2010 roza IIOCTOIHHO IIoAy4daeT oep-
MEHTO3aMECTHUTEABHYIO TEPAIIHIO [IPEITapaToM «AAb-
OypasuM» 1o cxeMe: 1 pa3 B Henearo, B no3e 100 E/]
Ha KHAOT'paMM Beca, BHYTPHUBEHHO KalleABHO.

B Hacrosinee BpeMs Bo3pact pebeHka 18
aet. CocrossHUE TdaKeaoe, crabuabHoe. Peakiiusa
Ha 0CMOTP MaaoaudpepeHITHPOBaHHAS, PeIeBOH
IPOAYKIIMH HeT. Baaad, anuHaMuyHas, B KOHTAKT
He BCTYyIIaeT, He CTOUT, He XOAUT, CUAUT C IIOM-
nep:kKoH. Poct 86 cM, Bec 16 KT, YTO COOTBETCTBY-
€T aHTPOIIOMETPHYECKHM I10Ka3aTeAIM AeBOYEK
npuMepHoO 3—4 aeT. TeaocaozKeHHE TUIIEPCTEHIYE-
CKO€, paclpeieAeHHe ITI0KOKHO-3KHPOBOI'O CAOS
HepaBHOMEPHOE, IPEUMYIIIECTBEHHO Ha KHUBO-
Te, Ipyau, mee. 'pybble 4epThl Aulla. Brlpaxken

9K30(pTaAbM, TUIIEPTEAOPU3M, MaKporaoccus. [le-
dopmanuu ckeaeTa (FPYAHON KAETKH, KPYIIHBIX
cycraBoB). KoxKHbIe IIOKPOBBI YHUCTBIE, SIBACHHS
rurepTpuxo3a. 3yObl IIOCTOSIHHBIE OTCYTCTBYIOT,
naToaoruss amasm pesnoB. Oppinka mo 33-34
B MUHYTY. HocoBoe npIixaHue 3aTpyAHEHO 3a
CYeT OTeKa, AbIXaHWEe ILIyMHOE, CTPHUIOPO3HOE.
AyCKyABTATUBHO [bIXaHHE XKECTKOE, MHOXKe-
CTBEHHbIE IIPOBOAHBIE XPUIIbI. TOHBI cepAalia IIPH-
TAYIIEHBI, PUTMHUYHbIE, I'PYyOBIH CHCTOAMYECKUH
nryM Ha Bepxyuike. YCC 102-120 B munyTy. Al -
125/80 MM pr. ct. 2KHBOT yBeandeH B pazMepax
3a CUeT YBEAWYEHHd IIeYeHHU U ceAe3eHKU. [leueHb
+ 5 cMm u3-miox pebepHOro Kpasd, MaAbIIuPYeTCd
Kpaii ceae3eHKHU. I[lynouyHada rperka. @yHKIUA
Ta30BBbIX OPraHOB HEKOHTPOAUPYyEMaHd.

HabaromaeTca HeBPOAOTOM, IIeIUATPOM,
OKYAHCTOM, OPTOIIEIOM, OTOPHUHOAAPHUHTOAOTOM,
KapIHOAOTOM, [IAQHOBO IIOAYYAE€T CHMIITOMAaTHU-
YeCKYyI0 Teparuio.

JduarHo3 KAHHHYECKHH 3aKAIOYHTEABHBIH

[lereHepaTUBHOE 3200A€BaHUE HEPBHOM CHCTe-
MBI MyKonoaucaxapuao3s I Tuna (curnpom I'ypaep).
CybOkomIieHCHpoBaHHas ruapoledaans. CHMIITO-
MaTH4decKasd (pOKaAbHAS SITHACTICHS, KAMHIYEeCKas
peMuccHdg. YMCTBEHHAsI OTCTaAOCTb TAyOOKad.

OcA0KHEHHUS: TAQYKOMAa BPOXKIEHHAsI JEKOM-
IeHcUpoBaHHas. BropuuHas rurneprpodudeckas
KapauonaTis, HeOOCTPYKTHUBHAS, C IIOPaKEHUEM
KAAQIIaHHOIO aIrapara, cTaaud CcyOKoMIleHca-
nuu. BropuyHaa aprepHasbHasi THIIEPTEH3UH,
cTabHAbHAS.

Taxkum 00pa3oM, OIIHMCAHHBIN B CTaThe KAWHU-
4ecKHUH cAy4daii HOCAY?KUT HHCTPYMEHTOM ITOBBIIIIE-
HUS YPOBHS BEIIBASIEMOCTH PEIKOT0 3a00AeBaHUd,
B TOM YHCAE [IASI IIIMPOKOT0 KpyTa CIIEIINaAHUCTOB,
He 00Aa1aroIUX CIIEIIHAABHBIMH 3HAHUSMHU B 1aH-
HOI obaacTu. [IpuMeHeHne S9H3UMOHATHOCTUKH
IIPHU BBIIBACHHH yKa3aHHOM NOAMCHCTEMHOCTH
IopaskeH!s, 0cCOOeHHOCTeH (heHOTUIIA IT0O3BOAUT
OUaTHOCTHPOBaTh MYKOIIOAHCAaxXapHI03 B HaH-
0oaee KOPOTKHE CPOKHM M KaK MOXKHO paHbIIe
Ha4daTh IaTOM€HETUYECKYIO TEPAIIHIO, YMEHBIIIUB
HAU IIPENOTBPATHUB BbIPAsKEHHOCTD IIPOSIBACHUN
3aboaeBaHusd. PaHHAS AUATHOCTHKA ITI03BOAUT HE
TOABKO CYILIECTBEHHO YAYYIITUTE KQ4E€CTBO KHU3HHU
IaIlMEHTOB, YBEAUYHUTh UX BBIXKMBA€MOCTb, HO
M CHHU3UTD 3aTpPaThl CUCTEMBI 3PaBOOXPaHEHUS
U COLTMaABHOTO obecrieyeHus.
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