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IIpencraBiensl JaHHbIE JUTEPATYPbI, OTPAXKAIONINE BONPOCHI KJIMHMKH, THATHOCTHKH M COBPEMEHHBIX METONOB JIEYEHHsS TpeX
KJIMHMYECKHX BapUAHTOB MyKomoJucaxapunosa I tuna. IIponemMoncTpupoBaHO cOOCTBeHHOEe KIMHMYECKOe HAO/M0AeHHe pedeHKa
€0 2-M KJIMHUYeCKNM BapuaHToM | Tuma mykomoimcaxapunosza — cunapomom Iypiep—Illeiie. Ocofoe BHUMAHHKE yIeIeHO HOBBIM
TEXHOJIOTUSAM — NATOreHeTHYECKOMY JIeYeHHI0 00JIbHOro hepMeHTO3aMeIAIOMINM Npenaparom aabaypasum. IlokaszaHo, 4yTo Hau-
0osiee UH(OPMATHBHBIMM KPUTEPHSIMH OLIEHKH TEPANMHU AJIbAYPA3UMOM CJIEAyeT CUMTATh TMHAMUKY Pe3yJabTATOB HIArOBOW MPOObI,
COCTOSIHMSI KOJKHBIX MIOKPOBOB, Pa3MepOB NapeHXUMATO3HBIX OPIraHOB M MOKAa3aTeJIeil 0YeYHOil IKCKpenny NIMKO3aMUHOTIMKAHOB.
ITomuepkHyTa BaXKHOCTh MEAMKO-TEHETHYECKOTO KOHCYIBTHPOBAHUS 1151 NPOPUIAKTHKH MYKOIOJIMCAXAPUI030B.

Knrouesvie crosa: demu, mykonoaucaxapuoos I muna, cundpomor [ypaep, Iypaep—Ileiie, lleiie, pepmenmoszamewarouias mepanus,
anvoypasum.

The paper gives the data available in the literature on the clinical presentation, diagnosis, current treatments of 3 clinical variants of
type I mucopolysaccharidosis. It demonstrates the authors’ clinical observation of a child with the second clinical variant of type I mu-
copolysaccharidosis — Hurler-Sheie syndrome. Particular emphasis is placed on the new technologies — pathogenetic treatment with
the enzyme replacement drug Aldurazyme. It is shown that the changes in the results of a walking test, the status of the skin, the sizes of
parenchymatous organs, and the values of renal glycosaminoglycan excretion should be considered as the most informative criteria for
the evaluation of Aldurazyme therapy. Medical genetic counseling is emphasized to be important in preventing mucopolysaccharidoses.

Key worlds: children, type I mucopolysaccharidosis, Hurler syndrome, Hurler-Sheie syndrome, Sheie syndrome, enzyme replacement
therapy, Aldurazyme.

Mykononucaxapuao3bl — OfHa U3 HauboJiee 4acThIX
Ho3oJyiornueckux popM 6ose3Heit HakoruieHus . [1pu aToii

OCJIeIHME TObl XapaKTEPU3YIOTCS YCIISITHOW pa3pa-
OOTKOI M BHEIPEHWEM WHHOBALMOHHBIX TEXHOJIO-

Ui B [TeIMATPUYECKYIO TIPaKTUKY. MICIoib30BaHe HOBBIX
BBICOKOTEXHOJIOTUYHBIX METOIOB JICUCHHMsI, KaK ITPAaBUIIO,
CTOCOOCTBYET perpeccy TSDKEJbIX MAaTOJIOTMYECKUX TpO-
LIECCOB, YTO B CBOIO OYEPE/lb MOBBIIIAET KAYECTBO U MPO-
JOJDKMTEIbHOCTD 3KM3HU OOJIbHBIX, YMEHBIIAET CTEMEHb
MX MHBAJTMIU3ALMA. SIPKUM PUMEPOM TAKOTO BHEAPEHMSI
MOXKET CJTyXKUTh HOBasl TEXHOJIOTMsI JIEYEHUST MyKOITOJIMCa-
Xapu030B — (hepMEeHTO3aMeIIAOIIAS TePATTHSI.
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MaToJIOTUU B pe3yJibTaTe HEJAOCTATOYHOCTU JIM30COMAllb-
HBIX (DEPMEHTOB W3MEHSETCS KaTaboJWM3M OCHOBHOTO
BEIleCTBA COCNMHUTECILHOM TKaHU — TJIMKO3aMHUHO-
[JIMKAHOB, TIPOMCXONUT HAKOIUICHUE WX B JIM30COMaX,
YTO ITPUBOINT K IPYOBIM KIIETOYHBIM M3MEHEHMSIM 1 (hop-
MHUPOBaHUIO XapaKTePHOW KIIMHIMUYECKOM KapTUHBI.

CoracHO coBpeMeHHO# kiaccuduKauu, B HaCTOSI-
1ee BpeMs BBIICTSIOT 14 TUTTOB MYKOITOJIMCAXapUI030B,
U3 HUX HauboJsee yacto BcTpevatotcst Tumnbl | u 11 My-
Komosurcaxapumos | Tuma BKITIOYaeT B ceOsl TPU KIWHU-
YeCKMX BapuaHTa: cuHApoMbl [ypnep, [yprep — Ileiie
u leite. Ux cymmapHasi yactora kosieosercs ot 1: 40000
1o 1: 500000 HoBOpOXIeHHBIX [1—3].

ITen wmykononucaxapumosa | Tuna Jsokain3oBaH
Ha KOPOTKOM 1utede 4-it xpomocoMbl 4p16.3. ITaTtonorus
00ycJI0BJIeHa HEAOCTATOYHOCTBIO JIN30COMHOTO (hepMeH-
Ta o-L-MaypoHnmassl, OTBETCTBEHHOTO 3a KaTaboIM3M
TJTIMKO3aMUHOTJIMKAHOB, TIPEUMYIIECCTBEHHO (paKInit
rermapaH- M JepMaTaHCyJIb(aToB, YTO IPUBOANT K HAKO-
IJICHUIO 3TUX BEIIIECTB B TKAHSX BCEX JKM3HEHHO BaXKHBIX
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opraHoB u cucteM opranusma: LIHC, cepaue u cocynax,
OTIOPHO-ABUTATEJILHOM  arapare, IapeHXMMAaTO3HBIX
opraHax, a Takxe B opraHax 3peHust u ciayxa. C Mouoii
STUX OOJBHBIX 3KCKPETHUPYETCSI OIPOMHOE KOJIMIECTBO
IJTMKO3aMUHOTJINKAHOB, B OCHOBHOM (DpaKIInii rerapaH-
U AepMaTaHCYIb(paTOB.

[Ton HabmoaeHWeM  OTAeNeHUsI TICUXOHEBPOJOTUU
1 HACJIC[ICTBEHHBIX 3a00JIEBaHMI C HApYIICHUEM IICH-
xuku MHHWW neauatpuu u n€TCKO XUpypruu Haxoau-
smck 40 60abHBIX B Bo3pacTe ot 2,5 no 18 jet ¢ | Tunom
MyKoIoiMcaxapuao3a; Cpeid HUX caMoe 00JIbIIOe YUCIIO
neteit (27 00JbHBIX) ObUIM C CUHIpOMOM [ypisiep, cuH-
npoM [yprep — Illeite nmarHoctpoBaH y 10 manmeHToB,
a cuHapoM Llleite — TonbKo y 3 aereit. MaabunKoB ObLIO
17, neBouek — 23. OCHOBHBIC KJIMHUKO-JTa00paTOpPHbIC
TTOKa3aTeIN y 9TUX OOJIBHBIX CyYMMHUPOBAHBI B Ta0I. 1.

JHK-nuarHoctuka [ Tuma Mykomosmcaxapuuosa
nokasajua, yto myrauus Q70X siBisieTcss caMoii 4acToi
B POCCHUMCKOIM TOMYJSIUMU OOJIBHBIX C 3TUM 3aboJieBa-
HUEM U cocTaBisieT 52,6%, 4YTO CpaBHUMO C YacTOTOM
STOM MyTallMM B CKAHOWHABCKUX cTpaHax — 62% [4].
CpaBHUTEIBHBI aHAIM3 KOHCTAaTMPOBAJI, YTO FeHO-
tunbel Q70X/Q70X, Q70X/W402X, artakke couera-
Hue Mmytamuii Q70X n W402X ¢ MenkuMu nefelusmu
WIA MyTaUMSIMU CAaWTOB CIUIAiCMHTa BJIEKYT 3a COOOM
(bopMupoBaHMe TSKENBIX KIMHUICCKUX ITPOSIBIICHUI
cuHapoma [yprep. [eHeTMUecKMe KOMIIAyHIBI MYTaIMi
Q70X wim W402X 1 MuUCCEHC-MyTalluii, Kak MpaBuio,
MPUBOJISIT K Pa3BUTUIO TTPOMEXYTOUHOI (hOpMbI 3a00J1e-
BaHus1 — cuHapomy [yprnep—Ileiie [4].

W3 Tpex KIMHWYECKMX BapWAHTOB TIATOJIOTUW CHUH-
npomy I[ypiep cBOWCTBEeHHBI camasl BBICOKasl 4acTOTa
BcTpeuaemoctu  (1:40000 HOBOPOXIEHHBIX), paHHEe
(B mepBble Mecslbl KM3HU) Havyajlo 0oJie3HU, Hambo-
Jiee TSDKeble KITMHWYEeCKUE TIPOSIBJICHUST 3a00JIeBaHUS
U MEHbIIIasi TPOJOJKUTEIbHOCTD XXU3HU (puc. 1). Yacro-
Ta BcTpeyaemMocT cuHnpoma [ypiep — Ileite cocTapis-
er 1: 80 000—1: 100000 HOBOpOXACHHBIX. 3a00JIeBaHNE
XapakTepu3ylT 0ojiee nmo3aHsst MaHudecrauust (1—2-i
TOI XKWU3HW) M MEHee TsKeIble TPOSBICHUsI OOJIe3HH,
OoNbIIAsT TTPOIODKUTEIIBHOCTh KU3HW W HOPMAaJTbHBIIMA
WY He3HAYMTETbHO CHUKEHHBI WHTEIUIEKT OOTBHBIX.
Kaxk mpaBmiio, O0JIbHBIE aneKBaTHO COIMATBHO ajarl-
TUPOBAHBI, YCIEUIHO Yy4Yarcs B 0OLIE0O0pa3oBaTEIbHBIX
1KoJiax (puc. 2), 4acTo UMeIoT X000U U MOy4yaloT cpe/-
Hee CTelaibHOe WU BBICIIee 00pa30BaHMe — Jale Iy-
MaHuTapHoe [5, 6].

Yacrora cungpoma lLlleiie cocrasnser 1: 500000 Ho-
BOPOXICHHBIX. EMy CBOWCTBEHHBI elle 6ojiee JIeTKOe
TedyeHWe OOJIe3HW, MSITKUE IPOSIBICHUS KpaHUOMbaIn-
aTBHOTO TUCMOPdU3Ma 10 TUITY TapTOUITU3Ma, HOPMaJTb-
HBII WHTEUIEKT. BojbHBIC, Kak IMPaBUIIO, TPEKPACHO
WHTETPUPOBAHBI B O0IIIECTBO, MOTYT UMETh YUeHBIC 3Ba-
HUSI, 3aHUMAaTh PYKOBOIISIINE TTOCTHI, a TAKXKE BCTYIATh
B Opak MU UMETb 3[10pPOBOE MOTOMCTBO. Tak, onHa U3 00JIb-
HbIx 32 siet ¢ cunapomoM llleiie (puc. 3), HaGmomaemast
B TeueHue 20 JIeT B HAIleM OTACICHWHU, MMEeT YUCHYIO
CTeTICHb KaHIUIATa Te0JIOTUISCKUX HayK. 2KeHIImHa co-
CTOWT B Opake M BOCITUTHIBAET 3 3MOPOBBIX ETeil — IBYX
cbiHoBei (10 et u 8 Mec) U 5-eTHIO0 10Yb.

Tabauya 1. OcHoBHBIE KTMHUKO-/1200paTOPHBIE MOKA3aTe M y GOJILHBIX MyKonoaucaxapuaosom I tuna (n=40)

[TopakeHust BeAyLIMX OPTaHOB U CUCTEM

Yucao 60NbHBIX

[TomyTHEHME POTOBUIIBI 40
TTomyTHEHME POTOBUIIBI 1 TJIAyKOMa 3
CHUXXeHUe UHTEJUIEKTa 27
Hopwmanbhbriii uaTemnexr (1Q=85—115en.) 13
[unepTpoduueckass KapaIMOMUOTIATUS 25
BpoxneHHbIe TOPOKHU cepalia (CenTaabHbIC T1e(hEKThI) 7
VYroiieHre KiIanaHoB cep/iia i MUoKapaa 8
ApTepuaibHasi TUTIEPTEH3US 5
BopoHkoo6pa3Has aedopmanivs rpyaHON KIeTKA 3
TyronoaBMKHOCTH KPYITHBIX U MEITKMX CYCTAaBOB 40
Kudockomoss 32
[enaTocruieHoMeranus 40
Tyroyxoctb 40
Tpbrku 34
Bricokue mokaszareny mov4eqHoi SKCKPEuy TITMKO3aMIHOTJIMKAHOB ((hpakimii 40
rerapaH- U 1epMaTaHCyIb(aToB)

Peskoe cHUKeHMe aKTMBHOCTH JIM30COMHOTO (hepMeHTa a- L-uaypoHuaasbl B Jeii- 40

KoIIMTax neprdepruueckoil KpoBu
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Puc 1. PeGenox 4 ner ¢ cuaapomom I'ypaep (I Tun mykonom-
caxapuuosa).

Ipy0ast 3amep:kKa IICMXOMOTOPHOTO Pa3BUTHSI, MeTanouedanmsi,
KOPOTKas Iiesl, 3arapiiee MepeHOChe, MAKPOTIOCCHSI, TyTOYHast
TpbIXKa, KOHTPAKTYPbl KPYITHBIX U MEJIKUX CYyCTaBOB.

Puc 2. Manbuuk 12 net ¢ cunapomom I'ypaep—Ileiie.

Puc 3. Bonbnas 32 net ¢ cunapomom Illeiie.

BeueHun OOJIBHBIX  MYKOITIOJIMCAXapuI03aMu  UC-
MOJIL3YETCS CUMITTOMATHUeCcKasi, 3aMeCTUTesIbHAs U KOp-
purupytoniasi Teparusi. 9TO OTHOCUTCS K IPUMEHEHUIO
renaTrornpoTeKTopoB, HOOTPOIMOB, CEPAEUHO-COCYANUCTBIX
U MPOTUBOBOCTIAJIMTENIbHBIX CPEICTB, BUTAMMHOB U Ipe-
MapaToB, YAy4IIAOIIMX aHTUOKCUIAHTHYIO 3allUTy U MPO-
1IECChl KJIETOUHON OMosHepreTvku. BTabn. 2 (B KauecTBe
MpUMepa) TMpPeACTaBlIeH KOMIUIEKC TeparneBTUYeCKUX BO3-
JIEWCTBUIA, Ha3HAUEHHBI BHAIEM OTICJICHUM pPeOEHKY
12 ner ¢ cunapomoM Iypnep — Illeite. Hapsinmy ¢ nepeunc-
JIEHHOIA BBILLIE TPYIIIOI MPErapaToB JICYEHUE BKIIIOYAIO UC-
MOJIL30BAHUE CPENICTB, HAPABJIEHHBIX HA OOPBLOY C OCTEOMNO-
PO30M (OKCHUIIEBUT, OCTEOT€HOH), HEPEJKO BCTPEYAIOLIMMCSI
MpU MyKoITofiMcaxapuao3ax. B KoMmrieke TepaneBTUUecKux
BO3IEICTBUIA 00513aTe/IbHO BXOAWIN (DU3UOTEPATIEBTUUECKUE
npoueaypsl (aekrpodope3 auaasbl Ha 001acTb MOpaXKeH-
HbIX CYCTAaBOB, MarHuToTepanusi, napaduHoBbIE anruIMKa-
1Mu, JlazepHasl myHKTypa u jp.). Llnpoko ucnonb3oBaiuch
3aHATUST JIeUeOHOM (DUBKYJIBTYPO C MPerMyLIeCTBEHHBIM
BO3IEICTBMEM Ha OMOPHO-ABUTATE/IbHBIN armapar (1o3Bo-
HOUHUK U CyCTaBbl), 001IMid Maccaxk. [TpoBoamiu caHaimio
XPOHUYECKMX 0YaroB WHMEKIMU HOCOITIOTKM U MOJOCTU
pra. B uiaHoBoM mopsiake (Ha hoHe KOMIUIEKCHOI oOle-
YKpEIUIsIionIel Tepanuu) OCyIIECTBISIMCh XUPYPruueckue
BMEIIIATEIbCTBA: AHTUIIAYKOMATO3HbIE OIepalivuu, rpbixe-
CeYeHUsl, AIEHOTOH3WUIDKTOMUU, IIIYHTUPOBAHUE TMIPOLIE-
anuu, TpaxeocToMUM, Orepalyu Mo MOBOLY KapraaibHOro
TYHHEJIbHOTO CUHIPOMa, NPOTE3UPOBaHKUE KJ1allaHOB Cceplia
1 Ta300€IpeHHOTO CYCTaBa.
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Tabauya 2. Komiieke TepaneBTHIECKHX CPEACTB 1is1 Jedenns 6oabHoro 12 ger ¢ TH/S Tunom Mykonosmcaxapuaosa (CHHAPOM

T'ypaep—Illeiie)

IIpenapat PazoBas noza
Dabkap 20% pacTBop 200 mr (1 m) 2
HeiipomynsTuBut 1 npaxe

Kosnsum Q 30 mr (1 karmcyoia)

— N

Pubokcun 0,021

[Tananruu 1 TabieTka 1
DcceHnmane-dopre 1 kancyna 2
KaBuHToH 0,05 1, % TabaeTku 2
Hootponun 0,41 2
OKCcuaeBUT 0,5 MKT 1
OcTeoreHoH 1 TabreTka 2

KpaTHOCTb BBEIICHUSA B CYTKI HJII/ITCJII)HOCTI) Kypca JICYCHUA

Yuci10 KypcoB B TOf,
2 Mec 3—4

1 mec

de

1 mec
1 mec
1 mec
1 mec
1 mec
1 mec

6 Hex

W W W A~ B~ B~ B~ W

1 mec

B Hacrosiiiee BpeMst Bce 00JIbLIYI0 aKTYaIbHOCTb TPU-
oOpeTaeT HOBasl TEXHOJIOTUSI JIeUEHUsT MyKOIloJucaxapu-
n030B — depMeHTO3aMelatolas Tepanusi. [Ipenaparst
(epmeHTO3aMeIaIONIEN Tepanuu MOJYYeHbl s Jieue-
Hust mykononurcaxapuao3os I, 1T u VI tunos. TToaroros-
JIeH K KJIMHWYECKUM WCIBITAaHUSIM (epMeHTO3aMena-
IOIIMIA TIperapar yisi JiedeHust 0oJibHBIX ¢ [VA tiuom
MyKoroiMcaxapuaosza — CUHIpoMoM MopKuo A.

Jlnst pepMeHTO3aMelaoNIeil  Tepanud  OOJIbHBIX
Cc TpeMsl KIMHUYECKUMU BapuaHTaMu | Tuma MyKoro-
JIMcaxapuao3a MCIOIb3yeTcsT TpernapaT aipaypasuM. OH
pa3paboTaH U MPOIOJIKAET COBEPLIEHCTBOBATLCS aMepu -
kaHckoit komraHueit GENZYME. B Poccun anpaypa-
3UM ObL1 3apeructpuponaH 19 mast 2008 r.; ero perucrpa-
uroHHbIi Homep: PJIC — 003818/08.

MexayHapoaHOe HeNnaTeHTOBAaHHOE Ha3BaHWeE IMpe-
napara — JjapoHugaza. B 1 Mia pactBopa comepxurcs
100 E (mpu6nusutensHo 0,58 Mr) mapoHumassl. Jlapo-
HMIA3a SIBJISIETCSl PeKOMOWHAHTHON (hopMOii yesioBeue-
CKOM o~ L-MmypoHUIa3sl ¥ MIPOM3BOIUTCS  C TIOMOIIIBIO
texHosiornu pekomouHantHoil JJHK c ucnonb3oBanuem
KJIETOYHON KYJABTYPHl SIMYHWKA KUTAWCKOTO XOMSUKA.
IMpunuun QepMeHTo3amellaoIeld Tepanuud OCHOBaH
Ha BOCCTAHOBJICHUM YPOBHSI 3H3MMAaTHUYECKON aKTUBHO-
CTH, OCTATOYHOM 151 TUAPOJIM3a HAKOTUIEHHBIX CyOCTpa-
TOB W JUTSI TIPEAOTBPAIIICHUST WX JATBHEHUIIIEro HaKoTLIe-
HUsI. YCTaHOBJIEHO, YTO ITOCJIC BHYTPUBEHHOTO BBEICHMSI
JTapoHUmaza OBICTPO TIOKMIAeT CHCTEMHBIA KPOBOTOK
U TIOTJIONIAETCSl  KJIeTKaMU, TOCTyMasi B UX JIU30COMBI,
MO-BUIVMOMY, C ITOMOIIBI0 MaHHO30-6-(ocdaTHBIX pe-
uenrtopoB. [IpenapaT BBoAMTCS MapeHTepabHO (B 03¢
100 EJI Ha 1 xr macchl Tena), IauTesibHO (3—4 4) ¢ riepuo-
JIIMYHOCTBIO | pa3 B Heeo, MOXU3HEHHO [7].

JITs OIleHKW ~ TepalleBTUIeckKoil 3 beKTuBHOCTH
aTbIypa3ruMa HUCIOJb3YIOT MEXIyHAapOIHBIE KPUTEPHH,
BKJIIOYAIONIME PE3Y/IbTaThl LIArOBOM MPOObI (U3MEpsIeTCsI
paccTosiHie, KOTOpoe 0OJIbHON MOXKET CaMOCTOSITEIbHO
MTPOMTH B TeYeHME 6 MUH), TMHAMUKY TIOKa3aTesieit (hyH-
KIIUIA BHEITHETO MIbIXaHWS, MacChl JIEBOTO KeIymouka,

aMITUTUTYIBI TBUKEHWI B CycTaBax, pa3Mepbl MapeHXHU-
MaTO3HBIX OPTaHOB, aHTPOIIOMETPUIECKUE TapaMeTphI,
JMaHHBIC TTOYEYHON 3KCKPEIMH TIMKO3aMUHOTIMKAHOB.
Hawubonee mHOOPMATUBHBIMU CPEIN ITUX PE3YJIBTaTOB
SIBJISTFOTCST TIOKA3aTeJIN IIarOBOM MTPOOBI M TTOYCYHOU K-
CKpPEeINM TJIMKO3aMUHOTJIMKAHOB, pa3Mephl TTapeHXMMa-
TO3HBIX OPT'aHOB.

B otneneHnM MCMXOHEBPOJIOTUN ¥ HACICICTBEHHBIX
3aboseBaHuil ¢ HapymeHueMm ncuxuku MHWUW nenuma-
TPUM M JETCKOU XMPYPTUU (hepMEeHTO3aMEIIAIONIYIO Te-
panuio nosydyaiu 9 OoJIbHBIX MYKOIMOJMCAXapuao030M.
Cpenu HUX 7 HeTeil JTCUMINCH aTbIypa3suMOM 10 TTOBOIY
I Tuna mykononucaxapunosa (cunapoma I[ypiep), a 2 na-
uueHTam c cuHapomom Xantepa (II Tun mykomnosuca-
xapuao3a) jerkoit (1) uTsexenoit (1) dbopm BBOIUICS
depMeHTO3aMeIAIONINI TIperrapar 3j1ampasa U3 pacyera
0,5Mr Ha 1 Kr Macchl Tena.

W3 7 neteit (6 MambynKoB 1 | geBoYKa) ¢ MyKOITOJIH -
caxapuao3oM | Tuna y 6onbimHcTBa (y 5) ObLT HauboIee
TSDKENbI KIIMHWMYECKWI BapyaHT 3a00JIeBaHUSI — CHH-
npom [ypnep; Bo3pact mereit kosebanacs OT 2 10 5 JIeT.
JBoe 6obHbIX 17 1 17,5 et umenu Gosiee JIerKuii Bapu-
aHT 3a0ojieBaHusi — cuHapom I[ypnep — Lleiie. B cBs-
3W CHeIaBHEW pa3pabOTKON W BHEOPEHHEM HOBOTO
BBICOKOTEXHOJIOTUIHOTO METOoMa JICYEHHSI MYKOITOJIHCa-
XapuIo30B, TUIOXUM 3HaHWEM Bpauyeil 3TOW ITaTOJOTHHU
M OTCYTCTBHMEM Y HUX OITBITa MCIIOTB30BaHUS (hepMeHTO-
3aMeIaloNiei Tepary IPUBOANM KIIMHIYECKOe Ha0JIo-
JNeHUE W TaKTUKY JICYCHUST TCHHO-WHXEHEPHBIM dep-
MEHTO3aMEIIAIONIM TTPerrapaToM ajbIypa3uM O0JEHOTO
¢ cunapomowm Iypnep — Llleiie.

Cepeeir X. 17 net (puc. 4) mOCTYIWI B KIMHUKY C Xa-
J00aMU Ha 3a7epXKy pocTa, OTpaHWYCHUE IBIKCHUM
B CycTaBaX, CHUKEHUE 3PCHUSI M CITyXa, OBICTPYIO YTOM-
JsieMocTh. [lpuw aHaIM3e POJOCIOBHON YCTAaHOBJICHO,
YTO poauTen TpobaHma uero cecrpa 20 JieT 3MOPOBHI.
IlepBblii pebEHOK B ceMbe (JIeBOUKa) ymep B BO3pacre
3 Mec OT HeM3BeCTHOU TpW4YWHBI. [IpoOaHI OT TpeThel,
usnonornyeckn IMpoTeKaBIIeld OepeMEHHOCTH, Tpe-
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HACJIE4QCTBEHHbIE U BPO)XAEHHBbIE 6O

Puc 4. Pedenok 17 ner ¢ cunapomom I'ypaep—Ileite.
Husknii pocT, KOHTPAKTYphl CYCTaBOB, IPyOble 4epThI JIMLIA,
HOpMMthIﬁ MHTEJJICKT.

ThUX CPOUHBIX poioB. Macca Tesia pu poxaeHuu 3500 r,
niauHa 50cM. PaHHMI HeoHaATasbHBIN Mepuoa MpoTeKal
6e3 ocobeHHocTeit. B Bozpacrte 8 u 10 mec ObLT oniepupo-
BaH 10 MOBOJY MaxoBoil U mynoyHoii rpbixk. [Tocae 3 ner
BIIEPBBIC OBIIO OOpalieHO BHUMaHWE Ha YBEIMICHUC
00BeMa CyCcTaBOB U MOCTETICHHOE (hOPMHUPOBAHUE WX TY-
roronBkHOCTA. C 4 JIeT cTajio 3aMeTHBIM CHIKCHUE
cJyxa ¥ IOCTEeTIeHHOe OorpyOJieHWe 4YepT Jvia. B 6 et
OKYJTUCT TUArHOCTUPOBAJI TIOMYTHEHWE POTOBUIIBI 00O0-
uX a3, aB 10Jer craja OYeBUIHOW 3amep:kKa poCTa.
Xapakrtep 3a0ojieBaHUs pebeHKa JUisl Bpauell ocTaBal-
CsI HesICHBIM, ObLJIa 3aIT0I03peHa 00JIe3Hb HAKOTUICHUSI,
B CBSI3W C YeM B Bo3pacTe 16 JIeT MaJIbYMK BIIEPBbIC OBIT
HaITpaBJIeH B HAIIly KJIMHUKY JUIST OKOHYATEIEHOTO yCTa-
HOBJICHUS TUATHO3a.

[Tpu o6cTenoBaHNM B KIIMHUKE OBLTU BBISIBIICHBI HU3-
KUE IUCIIPOIIOPIIMOHATBHBIE aHTPOITOMETPUUYCCKUE TTa-

paMeTphl: 1TOKa3aTeNu [UTMHBI Tejla HaXOIWIUCh CYIIeCT-
BEHHO HITKE 3-TO TIEPILICHTIJISA, B TO BpeMsI Kak Macca TeJia
TIPeBbIIIaa 75-i MepIeHTUIIb; OKPY>KHOCTB TOJIOBBI COOT-
BETCTBOBaJTa 97-My TMEPIICHTUIIIO, YTO CBUIETETHCTBOBAIIO
o makpouedanuu. Hapsiny ¢ 3TumM obpaiiaim Ha ceOsi BHU-
MaHUe TpyObIe YePTHI JIUIIA, MAKPOTTIOCCHST, KH(DOCKOINO03
TPYIMHO-TIOSICHUYHOTO oTnesna ro3BoHouHuka 11 — 111
CTETICH!, TYTOTIONBIKHOCTH KPYITHBIX M MEJIKMX CYCTaBOB,
yBeJIMUEeHUE 00beMa XXK1BOTa, 00ycIoBIeHHOE TUddy3HOit
MBIIIIEYHON TUTIOTOHWEH U remarocruiecHoMeranueit. [le-
YeHbB U CeJie3eHKa BBICTYITAN U3-TTI0]] Kpast peOepHOi IyTr
Ha 5 1 2,5CM COOTBETCTBEHHO.

HccnenoBanue opraHoB rpyaHON KJIETKU C MOMOILLBIO
(GYHKIMOHAIBHBIX METOJOB (2JEKTPO-, dXOKapAuorpa-
¢us) BBISIBUIO OTKJIOHEHUE DJIEKTPUUYECKOI OCHU cepilia
BITPABO, TOBBIIICHNUE JICKTPUUECKONW aKTUBHOCTH TIpa-
BOTrO MpeAcepausi, 3aMeJIeHUue BHYTPUXKETyI0YKOBOTO
MMPOBEICHUS, TIPU3HAKU CHUHApPOMA PaHHEH perroysipu-
3alMU KETYIOUYKOB U yXyIIIEHHWE MPOLECCOB PErnoisi-
pU3auMM B 3aIHEN CTEHKE JIEBOTO XeIylouka. 3aperu-
CTPUPOBAHBI TaKXKe TMPU3HAKW OOMEHHBIX HapyIIeHWI
C TIOpaXEHWEM CTBOPOK MUTPAJIBHOTO U B MEHBIICH
CTCTICHU aopTaJIbHOTO KJlamaHoB. JlaHHBIE M3MEHEHMUS
TTO3BOJIWJIA  KapIWOJIOTy NTHAarHOCTUPOBAaTh BTOPUYHOE
MopaxeHue KJanaHHOro anmnapara cepjia (HeaocTaTou-
HOCTh MUTPATBHOTO M AOPTAJIBHOTO KJAMAaHOB 1—2-i1
CTEINEeHM), HEAOCTATOYHOCTh KpoBooOpaileHus: 2A cre-
TIeHH, TUTIEPTPODUUIECKYI0 KapIUOMUOTIATHIO.

VibTpa3ByKOBOE€ CKaHWPOBAHME OPraHOB OPIOLIHOMN
MTOJIOCTH Y TIOYeK KOHCTAaTMPOBAJIO YBEIMUYEHUE pa3Me-
poB nedyeHu (+ 5cm) u cenedeHKH (+ 2,5CM) ¢ HaTMIUeM
pPEaKTUBHBIX U3BMEHEHWI MOPTATHHBIX TPAKTOB U TTOIKE-
JIyOYHOM XeJIe3bl.

OdTanbMosior BeISIBUI y TpoOaHAa MOMYTHEHUE PO-
roBuIbl 000MX IJ1a3 1—2-i1 cTerneHu; TUIepMeTpPOITUIO
CpeIHEN CTeTIeHU.

OCMOTp OTOPUMHOJAPUHIOJIOTA U PE3YyJabTaThl ayauo0-
METPUW CBUACTEIBCTBOBAIIN O HAIMINU Y OOJIBHOTO CMe-
LIAHHOM TYrOyXOCTH 2-i1 cTeneHu.

ITo 3axkmoueHuIo ncuxosiora y MajibuMka Habstona-
CsI TIOTPAaHWYIHBIN YPOBEHD IICUXMUYECKOTO PAa3BUTHS; OH
YUUJICS B LIKOJIE MO o01ieo0pa3oBaTe/ibHOM MporpaMme,
MTPEUMYIIIECTBEHHO Ha «3» U «4».

ITpu peHTreHOJOTMYeCKOM UCCIeIOBAaHUM OOHapy-
JKeHO orpyosieHue u jaedopMalids KOcTel, aHoMaus
pa3BUTHS 3yOOBUIHOTO OTPOCTKA, TUCTPODUUECKHUE W3-
MEHEHMSI TeJT TTIO3BOHKOB.

Knunuyeckne aHaiu3bl KPOBU M MOYM ObUTH Oe3 M3-
MEHEHMI. broxumuyeckue TOKa3aTesid, OTpaXKalollue
COCTOSIHME OCHOBHBIX BUJIOB OOMEHa BelIecTB (0e1KOBO-
T0, JKUPOBOTO, YIJIEBOMHOTO ¥ MMHEPAIBHOTO), COOTBET-
CTBOBAJIM HOPMAJIGHBIM 3HAYCHUSIM.

Takum o0Opa3oM, ocobeHHOCTH (eHOoTHUIa pedeHKa
— HM3KHUI POCT, HEIPOTIOPIIMOHAIIBHOE TEIOCIOXEHHE,
Makpoliedaaus, rpyoble YepThl TUIa, KHHOCKOINO3, Ty-
TOTTONIBIKHOCTD CYCTABOB, CHIDKCHUE OCTPOTHI 3PCHMUS
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1 clTyXa — TIOCITY XKV TIPUIMHOM ITOrcKa 3a00JIeBaHMIA,
IUTSI KOTOPBIX XapaKTepHBI TIePEYNCICHHBIC KIMHUYE-
ckue nposieieHust. duddepeHunanbHblii 1MarHo3 Mnpo-
BOIIMJICS C PSIZIOM HACJIEACTBEHHBIX OOJIE3HEN U BKITIOTAT
B ce0sT CHCTEMHBIC CKEJICTHBIC TUCTIIA3UX W TU30COMHBIE
00JIe3HU HAKOTUIEHUSI.

BonbHBIM  cO CITOHAMIOANUOU3APHBIMA  TUCTLIA-
3USIMA  CBOMCTBEHHBI TaKWe XK€ W3MEHEHMS CKejeTra
(HETIPOITOPIIMOHATIBHO HU3KUU POCT, aedopmaruu Ko-
CTeil TYJOBWIA W MHOXKECTBEHHBIE KOHTPAKTYyphI CY-
CTaBOB), YTO HaOJOmaauch y mpodaHma. OmHAKO OT-
CYTCTBHME Y HETO XapaKTepPHBIX IS TaHHOW IaTOJOTHH
PEHTTCHOJIOTUIECKUX WM3MEHEHUI TpPyOUyaThIX KOCTEH
Y TI0O3BOHOYHUWKA, HAJIWMYWE TPYOBIX YepT JIMIlA W MaTo-
JIOTUM BHYTPEHHUX OPTaHOB ITO3BOJIMIIM HCKITIOYUTH
CITOHAWJIOM(OU3APHYO AUCTUIA3WIO U 3aITOIO3PUTh 3a-
OoJsieBaHUE U3 IPYIIIIbI 00JIe3HE HAKOIJIEHUs, XapaKTe-
PUBYIOIINXCS, B IIEPBYIO ovepenb, «[ypiep-momoOHBIM»
denotunom. «Iypaep-nogoOHbI» (GEHOTUIT BKIIOYAET
B ce0sT HETIPOTIOPIIMOHAIBHYIO 33IEPKKY POCTa C YKOPO-
YeHUEM TYJIOBUIIA Y OTHOCHTEIPHO JUIMHHBIMA KOHEY-
HOCTSIMU, TPYOBIC YepThI 1A, KOPOTKYIO IIeI0 U TYTO-
TTONBIDKHOCTDh CYCTaBOB. TakKUM CHUMITTOMOKOITJICKCOM
ob6sagaoT 6oJbHbIE ¢ MyKoJiunuao3oMm I1B Tuma, Ho oH
OBIT MCKIIOYCH Ha OCHOBAaHMM BBICOKMX ITOKa3aTeseit
ITOYCTHOM IKCKPEIINH TJTMKO3aMIHOTJIMKAHOB Y IIPOOaH-
Ila, YTO HE CBOMCTBEHHO OOJIBHBIM C MYKOJTUITUIO3aMU.

It neteit ¢ MaHHO3WIO30M, Hapsmy c «[ypiep-
MTOMOOHBIM» (DEHOTUTIOM, TaKKe THUITMYHBI BBICOKUE
WU CPpeqHUE TOKasaTeu  (PU3NIECKOTO  Pa3BUTHSL.
Kaxk mpaBmiIo, OTCYTCTBYET TYTOTIOABMXKHOCTH CYCTaBOB
Y TIOMyTHEHHME POTOBHUIIBI, O0Jiee TpyOO CHIDKEH WHTEI-
JIEKT, B MOYEC OIpEAessIeTCs] HOPMaJbHOE COIepKaHMe
TJIMKO3aMUHOTJIMKAHOB. Bce mepevnciieHHbIe CUMITTOMBI
MTPOTUBOPEYMIIA THUArHO3Y MAaHHO3MI03a y TIpobaHa.

B nuddepennimanbHo-guarHocTuueckuii  psig Obuia
BKJTFOUCHA TaKKe IOBCHWJIbHAs (popMa MHOXECTBCHHOM
cynbdarazHoil HemocTtaToOuHOCTU. OTCyTCTBHE Y IPO-
GaHma XapaKTepHBIX TSI JAHHOM TaTOJIOTUX TTPOTPECCHU-
pYIOIIel HEBPOJOTUYECKONW CUMITOMATUKKM U MXTHO3a
SIBUJIOCH OCHOBaHHWEM JIJIST UCKITIOUCHMUSI 3TOTO TSDKEJIOTO
HacJIeICTBEHHOTO 3a00JIeBaHMSI.

COBOKYITHOCTh KJIMHUYECKUX JTaHHBIX Y MaIueH-
Ta 00yCJOB/IMBAJIa HEOOXOAMMOCTb MPOBENEHMS auar-
HOCTMUYECKOTO ITOMCKAa CpPeIr MYKOITOJIMCAaXapuI030B
¢ «[yprep-nonodHbIM» (HEeHOTUTIOM, B IEPBYIO OYEPEllb,
¢ TpeMsl KIIMHUIECKUMHU BapraHTaMU MYyKOIIOJIMcaxapy-
no3za | Tuna, nerkoit hopmoii cunapoma Xantepa (11 Tun
MyKornonurcaxapuaosa) u VI Turom mMykoronucaxapuio-
3a (cunapoM Mapoto — Jlamu). Jlerkast popma cuHAPO-
Ma XaHTepa Oblla OTBEPrHYTa Ha OCHOBAaHUU OTCYTCTBHUSI
y IpobaHIa TUIMMYHBIX TSI 3TOTO CUHAPOMA Y3ETKOBO-
TTAITyJIe3HBIX BBICBHITIAHWIA Ha KOXE W HAJTMYUS TTIOMYTHE-
HWS POTOBUIIBI, He XapakTepHoro s 11 Tuma mykoronu-
caxapuaosa.

Cunapomy Mapoto — Jlamu cBOMCTBEHHBI eliie bosiee

HU3KHUE TTOKAa3aTe/IM [UTMHBI Tejla (KapJuKOBOCTh) U OT-
CyTCTBHME B MOUe MpoOaH10B (hpaKkIy rernapaHcybdara,
TIPUCYTCTBYIOMIEH 1pu | THTIe MyKoITorcaxapumosa. Bee
9TU TIPU3HAKU TTO3BOJIWIIA ONPOBEPTHYTH MAHHBINA CHH-
IPOM M 3aITOI03PUTh KIMHWUYECKWI BapuaHT | TrIma my-
konosicaxapunosza — cunapom Iypinep — Ileiie. Kap-
IUHATBHBIMUA TIpU3HakKamMu cuHapoMma [yprmep — Illeiie
SIBIISTIOTCS:

— ayTOCOMHO-PEIIeCCUBHBIN THIT HACTICIOBAHUS;

— HETPOINOPIMOHATbHAS HU3KOPOCIOCT;

— KOHTPAKTYPHI KPYITHBIX U MEJIKUX CYCTaBOB;

— TpyOble YepThl JIUILIA;

— TIOMyTHEHWE POTOBUIIHI,

— Ttyroyxoctb [I—III crenenu;

— TenaTOCTUICHOMET NS ;

— runepTpoduIeckas KapaIuOMHUOIIATHS,

— HOPMAaJIbHBIN MHTEJUICKT;

— BBICOKWE ITOKA3aTeIM IMOYEYHON IKCKPEIIUH TJI-
KO3aMUHOTJIMKAHOB, TIPEUMYIIETBEHHO (paKIInii rerma-
paH- 1 iepMaTaHCyb(haToB.

Bce mepeuunciieHHBIC BBINIE TMPU3HAKW WMEJNCH
y TIpo0aHIa, 9TO ITO3BOJIMJIO TIOCTaBUTH KIMHUYECKUI
nuarHo3s: cunapom Iypiep — leiie.

C 11eJThI0 OKOHYATEJIBHOTO TOATBEPXKIACHUS TUATHO-
32 HEOOXOMMMO OBLIO MCCICIOBAaHNE aKTMBHOCTHU JIM30-
coMHOTO (epMeHTa o-L-MoypoHUAa3sl B JIEHKOIMTAX
nepudepuueckoit KpoBu MpodaHna. DToT GepMeHT crie-
bUIeH TS BCeX TPeX KIMHUYECKUX BapuaHToB | Tuma
MYKOTIOTMCaxapumo3a. AHaIN3 ITOKa3ayl KpaifHe HU3KUeE
3HAYCHMS] aKTUBHOCTH TAHHOUW JTM30COMHOM THIPOJIa3HI:
OHa cocraBujia Bcero 2,4 MMosib/Mr/18 4, mpu HOpme
61—175 mmonb/Mr/18 4.

JJIst OKOHYATeIPHOTO — TIOATBEPXKICHUST — JIMarHo3a
¥ TOYHOTO OTIpeNeIeHNs] KITMHUIISCKOTO BapuaHTa MyKO-
romcaxapumosa I Tuma TpedoBasoch YyCTAHOBICHUE Te-
Hotwura npobanaa. JJHK-nuarHocrruka KoHcTaTuposana,
YTO MAJIBYMK UMEET OfHY yacTyto Mytauuio Q70X, oreer-
CTBEHHYIO 32 (DOPMHUPOBAHUE TSKEJIOTO TeYCHMS 00JIe3-
Hu. OgHAKO BTOpash MyTalWsl, HalieHHas y 0OJbHOTO,
— N372S oTHOcUTCS K MUCCEHC-MyTaluusiM. M3BecTHO,
YyTO coueTaHue Tskeaplx MmyTtauuii Q70X wim W402X
C MUCCEHC-MYTallUsIMUA ~ (POPMUPYET  TIPOMEXYTOTHYIO
10 TSKEeCTU Tatosiornio — cuHupoMm Iypinep — ILlleiie.
[MoyyeHHBIC pe3yIbTaThl OKOHYATEIBHO ITOATBEPIVUIIH
YCTaHOBJICHHBII IMAaTrHO3.

Pebenky ObUl HazHaueH albAypasuM M3 pacyeTa
100 E1 Ha 1 kr macchl Tena (Macca Tesia 6oibHOro 40Kr),
yTo coctaBuiio 40 mi ripenapara uiu 8 piaakoHos (1 ¢uia-
KoH coaepxuT 5 M unu 500 EJl naponunassr). 1o Havya-
Jla JIe9eHUs] OOJIBHOI HE CMOT BBITIOJTHUTH 6-MUHYTHBIN
TECT XOABOBI: OH C OOJBIIUM TPYIOM IIPOIIET TOJTHKO
B TeUeHUE 4 MUH W HE CMOT WATHU Jayblie. 3aTeM B IIPO-
1ecce Tepanuy ITOCTEIEHHO YBEIUYMBAJIOCH PACCTOSI-
HHE, CAaMOCTOSITEJTLHO TTPOXOIUMOE OOJIBHBIM; HapacTajia
CKOpOCTh ero aBrxeHus (puc. 5). Uepes 1 mec jieueHust
1arosasi mpo6a 00JIbHOTO yBeIM4uIach Ha 57 M, a cpei-
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Puc 5. Tlokasarenu maropoii npods1 y 60abHOTO 17 N1€T ¢ cun-
npomoM I'ypaep—Illeiie Ha one TpexmecssyHOro jeyenus ep-
MEHT03aMelAI0MUM MPEeNapaToM ajJbIypa3nuM.

HSIsl CKOPOCTb IBUXKEHUsI Bo3pocia Ha 0,7 M/MUH; CITyCTs
2 Mec Tepamnuy ajlblypa3svMOM lIaropas npooda u cpes-
HSISI CKOPOCTb JIBUXKEHUSI YBEJIMUYUJIUCH elle Ha 87 M
u 14,5M/MUH COOTBETCTBEHHO.

Ha ¢one tepanuu cyiecTBeHHO YJay4lIaIUCh 2Ja-
CTUYHOCTb MY LIBET KOXHBIX TTOKPOBOB, ITOCTEIEHHO
YMEHbIIAINCh pa3Mepbl MeyeHu U cesedeHku. Kak nmoka-
3aHO Ha pucC. 6, CHIDKaJIACh SKCKPEIUS ¢ MOYOI TITMKO3a-
MMHOTIJIMKAHOB, OTHAKO 32 BCE BPeMsl JIEUEHUS B KJIIMHU -
Ke (hepMeHTO3aMelaloIIMM [TPenapaToM 3T NoKazaTeau
HE IOCTUIJIM HOPMaJIbHBIX 3HaYeHuil. B cBsi3u ¢ Hacty-
MUBILIUM coBepileHHoJieTreM (18 j1eT) 60JbHOTO OH ObLI
repeBeieH ISl MPONOJKEHUsT (hepMeHTO3aMellalolei
Tepanuu ajibAypa3uMOM B TeparneBTUUYECKOe OTHeJIeHUe
KIMHAYECKOM 601bHULIBI Ne64 MOCKBBI, IJie MPOI0JIKa-
€T JICUUTHCS JIO HACTOSIILIETO BPEMEHU.
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Puc 6. lunamuka nokasarelieii 104eYHOH SKCKPEUHH NIHKO3-
AMHHOIIMKAHOB y 0oJbHOro 17 jer ¢ cunapomom I[ypiep—
Ileiie Ha hoHe JeueHHs ATbAYPA3UMOM.

CrnemyeT TIOTYEPKHYTh, YTO HEMOCTATKOM Bcex dep-
MEHTO3aMEINAONINX TIPerapaToB SIBISETCS WX OYCHB
BBICOKas CTOMMOCTb W HECITOCOOHOCTh IPOHMKAThH Ye-
pe3 reMaTosHIeGaTNIecKUil 6apbep, 9TO CYIIIECTBEHHO
cHIXaeT 3¢ OEeKTUBHOCTD JICUCHHUsI TTAIIMEHTOB, OCOOCH-

HACJIEACTBEHHbBIE N BPOXXEHHbBIE BOJIESHU

Ho ¢ nopaxeHueMm LHIHC. YueHble mpomoKaoT YIIOpHO
paboTaTh Hall UCTIPABJICHUEM 3TOTO CYIIIECTBEHHOTO He-
JnocraTka (bepMEHTO3aMELIAOIIEro npenapara, v ciaery-
eT HaIesAThCS Ha YCIIeITHOE pelllcHUe MaHHOTO BOIpoca
B HEJAJIEKOM OyIyIIEM.

Hapsiny ¢ depmeHTo3aMelatoneil Tepaneii ogHuM
13 COBPEMEHHBIX METOJIOB JICYCHUST MYKOTTOJIMCaXapHuI0-
30B SIBJISICTCST TAKKE TPAHCTUTAHTAIIASI TEMOTTIO3TUIECKUX
CTBOJIOBBIX KJIETOK. B HacTosiiiee BpeMsl TIPUHSTO CYUU-
TaTh, YTO NAHHOE JIeYeHUE MOKA3aHO MaleHTaM, CTpa-
JAIOIIMM TOJBKO TSDKENo (DopMoif MyKOIToIHMcaxapy-
no3a I tuna (cunapomom Iypiep) B Bo3pacte 1o 2,5 JeT.
OnHaKo BBICOKWI PUCK IUTST XKU3HU JaHHOM TIPOLICAYPHI,
TPYAHOCTU TOA0Opa JOHOPA, a TAKXKE MOCTTPAHCILIaH-
TaIlMOHHBIC OCJIOXKHEHUST CO3IAI0T CYIIECTBCHHBIEC TTPO-
0JsieMbl B MIPUMEHEHUU 3TOTo MeToa [8]. BbickaszbiBaeTcst
TOUKa 3peHusi, 4To Oosiee 3 HEeKTUBHBIM OyIeT mpuMe-
HEHME IPYTUX CTBOJIOBBIX KJIIETOK, HAIIPUMED, ME3CHXHU-
MaJTbHBIX WM HEMPOHAIBHBIX, a TAKXKE COYCTaHWE NaH-
HOTO MeTonIa C APYIMMHM METOIaMU, B IIEPBYIO OYepelb
¢ (pepmeHTO3aMelLaOIEl Tepanueit [8, 9].

[lepcrieKTUBOM JeUCHUST MyKOIIOJMCAXapruI030B SIB-
JisieTcsl  paszpaborka (depMeHTo3aMellalieil Tepanuu
W IUTSL APYTUX TUTIOB MTaTojIoruu (cuHapoMoB CaHdwnII-
no A, B, C, D; Mopxkuo B, Cnast — 111, IVB u VII tunos
MYKOITOJIMCaXapu1030B).

OmHWM W3 IPUOPUTETHBIX HAIpaBJICHUN B JICYCHUU
MYKOTIOJTMCaxapuI030B CIMTAeTCs reHoTepanus. Han6o-
Jlee 3HAUUTENbHBIC YCIIeXH TeHOTEepaIrlii C UCTIOJIb30Ba-
HHMEM BUPYCHBIX BEKTOPOB OBLIM TIOJTyYeHBI Ha SKCIICPHU-
MEHTAJIBHBIX MOJIEJISIX MBIIIEH C MyKOITOIMCaXapuI030M
VII tuna (cunapom Cnas) [10].

OcHOBOIl MpOoGMUIAKTUKU MYKOIOJUCAXaPUI030B
SIBJISIETCS]  MEIMKO-TEHETUIECKOEe KOHCYJIBTUPOBAHUE
ceMeil C nocjenymwiineil npeHaTaJlbHOW JIUAarHOCTU-
KO C MCITOJTb30BaHUEM MOJECKYJISIPHO-TCHETUIECKIX
metonoB (JAHK-auarnHoctuka). IlpoBemeHHOE TreHO-
TUTIUPOBAHUE POIUTENICH W CECTPHI MPEICTABICHHOTO
npoOaHaa MOATBEPAUSIO TETEPO3ZUTOTHOE HOCUTEIbCT-
BO MYyTalldil y MaTepu M OTIIa OOJTHHOIO M OTCYTCTBUE
MYTAHTHBIX ajljiesieil y ero cectpbl. Onpoc poauTesei
0OOJIBHOTO YCTaHOBWJI, UYTO OHU HE IUIAHWUPYIOT Iajib-
Helilee 1eTOPOXIECHUE.

Takum 06pazoM, paHHSIST IMarHOCTHKA M CBOCBPEMEH -
HOE IMaTOreHEeTUYECKOe JeUeHUEe MYKOIOJIMCaXapui030B
OYIyT CITOCOOCTBOBAThH MPEMOTBPAIICHUIO MHBAIMIN3A-
LMY OOJTBHBIX U aJIeKBaTHOM MHTETPAIIMU UX B OOIIIECTBO,
a 9(HEeKTUBHOE MEIMKO-TeHETUIeCKOe KOHCYIBTUPOBa-
HHE CeMeif TTO3BOJIUT CYIIIECTBEHHO CHU3UTH ITOSIBJICHUE
HOBBIX CJTy4aeB 3TOTO TSXKEJIOro HAcJAeICTBEHHOro 3a00-
JICBaHMSI.
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DOAMKamMu

PaHHAA AMarHocTUKa Ype3Bbl4aHO BaXKHa!

Standard of Care
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