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Mockosckut HUW negnatpim n eTckov xupyprimt MiuHncTepcTsa 34paBooXpaHeHus u coumnarnbHoro passnina PO

Mykononucaxapuposbl — 60NE3HN HAKOMNEHUSA, B OCHOBE KOTOPbIX NEXWUT HEQOCTATOYHOCTb NIM30COMATIbHBIX (PEPMEHTOB,
NPUBOARILUMX K HAPYWISHWIO KaTaGanuama Mmukozamueornukador. B zarucumactu ot nediexrta dpepmenta Boigensiat 14 tv-
NMOB 3TON 60Ne3HNU HaKonneHus. B ctaTtbe 0606LeHbl pe3ynbTathl HabnoaeHus 3a 87 601bHbIMK € PA3NUYHbIMU TUNAMU MYy-
Kononucaxapuaosos. Gonblloe BHUMaHWe YAeneHO BONpocam NevYeHna 1 coumansHon agantaumy 60NbHbIX. [okasaHo, 4to
CBOEBPEMEHHAA AMArHOCTUKA MYKONONMCaxapuao30B, NPaBUNBHOE BEAEHUE TaKUX 6OMbHbIX, B OCOGEHHOCTU paHHee Ha3Ha-
YeHne (PepMEHTO3aMEeCTUTENBHOM Tepanuu, 6yayT CNOCO6CTBOBATL YMEHBLLUEHWIO TSXECTU 3a60MeBaHus, CHUXEHUIO UHBA-
NUOHOCTY feTed U aieKBaTHOW UHTerpauum nx B 06LLECTBO.
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Clinical presentation, treatment and social adaptation
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Mucopolysaccharidoses are storage disorders based on insufficiency of lysosome enzymes, which results in impaired catabo-
lism of glycosaminoglycans. Depending on the enzyme defect, 14 types of this storage disease are singled out. The article sum-
marizes the results of observing 87 patients with various types of mucopolysaccharidoses. Much attention is given to the issues
of treatment and social adaptation of the patients. It has been shown that an early diagnosis of mucopolysaccharidoses, cor-
rect management of such patients, especially early administration of enzyme replacement therapy, might promote a decrease
of the severity of the disease, lesser invalidation of children, and their adequate integration in society.

B HacTosllee BpeMs uaeHTndmumposaHo 6onee 40 6ones-
Hell HaKoMJieHns, Cpedn KOTOpbIX MyKOononucaxapuaosbl
3aHUMAaKOT OAHO M3 nepebix MecT. MaTonorna 06ycnoBnexHa He-
[OCTaTO4YHOCTBIO NM30COMasbHBLIX (PEPMEHTOB, KOTOPas NpUBO-
OUT K HapYLIEHWIO KaTaBonnM3ma OCHOBHOIO BEWECTBa COeanHu-
TeNbHOW TKaHW — MUKO3aMWHOINMKaHOB. WX HakonneHwe B nu-
30COMaX BbI3bIBAET rpy6ble KNeTOYHbIE N3MEHEHUSA U BOSHUKHO-
BeHUWe xapakTepHOM KIIMHNYECKON KapTUHbI.

Mykononucaxapuaossl 66111 Bnepeble onucaHel C.Hunter B
1917 r. AeTop Habnwogan apyx 6patbes B BO3pacTte 8 1 10 ner,
MMEBLUMX HapyLIeHUs ONOPHO-OBUraTenbHoro annapara, rena-
TO-, CMINEHO- U KapAWOMeranuio, a Takxe HebosbLLIoe CHUXeHWe
ypoBHsA uHTennekta. B 1919 r. G.Gurler onucana MaeHTUYHYH,
HO Bonee TAXenylo KNMHMYECKYI0 KapTUHy 3aboneBaHus y AByX
Manb4yuKoB, He COCTOABLUMX B KDOBHOM poacTee [1].

Matonorus Bowna B NUTEPaTYpy NoA Ha3BaHUEM «MYKOMONK-
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caxapvgo3bl» B 1952 r., 6naropaps uccnegosaHusm G.Brante,
BbIOENMBLUMM U3 NeYeHn OOMbHbIX dpakLuuio, COAepXaBLuyo
rexkco3amMuH U YPOHOBYIO kCnoTy. B panereniem 6bino ycra-
HOBNEHO, YTO 3TU BeLLEeCTBa ABNANUCH MMMKO3aMUHOrNMKaHaMu;
nocneayownii aHanua no3eBonvMn MaeHTMULMpoBaTb UX KOJK-
YeCTBEHHbIM U (PaKUUOHHBIR COCTaB U oNpedenvTb nokasaTenu
NMOYEYHOM IKCKPELIMU.

B 3aBMCUMMOCTU OT (hbepMeHTaTUBHLIX AeEKTOB U TAXECTH
KIMMHUYECKON CUMNTOMAaTUKKU paanuyaioT 14 Tunos Mykonosnuca-
xapwposoe (taén. 1) [2, 3].

Bce tvnbl 6onesHun (3a ucknodeHueM |l Tuna — cuHgpoma
XaHTepa) HacnegylTCa ayTOCOMHO-peleccvBHO. Hacnegposa-
HWe cuHapoma XaHTepa — peLeccUBHOe, CLIEMNEHHOe C XPOMO-
comon X [4].

Ona Mykononucaxapugosa | Tuna (cuHgpom ypnep) xapak-
TepHbI 3aflepXKa pocTa. AUCTPoNOpUNOHaNbLHOe CTPOEHNE CKe-
neta. (KOpPoTKOe TYNOBUULLE W LER, ANINHHLIE KOHEYHOCTH G HAMM-
YMEM KOHTPaKTYP KPYMHBIX ¥ MENKUX CyCTaBoB, Makpouedanus,
KMhoCKoNmnos, Ouddy3Haa MblLEYHas TUNOTOHWA), OcobeH-
HOCTM NULIEBOrO ckefeTa (rpybble YepThl NUua, rmnepTenopuam,
3anaBulee nNepeHocLe, ToNCTbie rybbl, MaKpornoceus, pacnpo-
CTpaHeHHLIA Kapuec). Tunuakb rpy6as 3afepXka Ncuxopeyeso-
ro pa3BuUTMA. renaTocnieHoMeranus, rmneptpodudeckas kap-
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Tabnuua. 1. Knaccndmkauma myKkononvcaxapmao3os

IH TMn mykononucaxapugosa cuHgpom MNypnep

[H/S !N cvHgpom MNypnep—Lilene

48 TN cuHapom Lere

Il Tvn Mykononucaxapugosa CUHAPOM XaHTepa,
nerkas u Tsxxenas (oopMb!

Il Tvrt Mmykononucaxapvgosza cvHgpom Candmnunno

IIMA Tvn cungpom Candomnunno A
II'B tvn cuHppom Canchununno B
' C tvn cvngpom Candmnunno C
1D Tvn cuHgpom CaHdumnunno D
IV Tmn mykononucaxapugosa cuHapoM Mopkuo

VA t1n cuHapoM Mopkuo A

VB tin cnHgpom Mopkuo B

VI Tun mykononucaxapmgosa cuHapoM MapoTo-flamu,
nerkas u Tsxenast hoopmsl

VIl Tn mykononucaxapuposa cuHgpom Cnas

QMOMWONATUSA, TPbIKM, NOPaXKEHNE OPraHoB 3peHus (MoMyTHe-
HWE POroBULbI, rMaykoma) u crnyxa (TyroyxocTb).

Cwngpomam Nypnep-LUeie n Wene (I-V 1 V Tvnel mykononu-
Caxapupgo30B) CBOWMCTBEHHO Gonee nerkoe TedeHue 60onesHw,
Wy cTpagarwmx 60nbHbIX, KAK NPaBUNO, HOPManbHbIA UHTEN-
nekT. B 0CHOBE pa3BnTMA 3TUX TpeX CUHAPOMOB NEXMUT HedocTa-
TOYHOCTb OQHOMO U TOrO XXe NU3OCOMHOro thepmMeHTa — o-L-nay-
poHVOA3bI.

CvHgpom XaHTepa (Il Tvn Mykononvcaxapugosa) oTnuyaeTcs
o1 cuHgpoma lNypnep TMNOM HacnegosaHua (BonetoT, Kak npa-
BUJIO, TONBKO MANbHYUKK) U OTCYTCTBUEM NOMYTHEHWS POroBULbI.
Boipenenve nerkon copmbl cMHOpoMa XaHTepa 06ycnoBneHo
HOPManbHbLIM UHTENNEKTOM STUX BOMbHbLIX.

I Tan mykononucaxapuposa (cuHppomMbl Candmnunno A, B,
C v D) xapakTepusytoT HopMarnbHble nokazaTeny (Pm3n4eckoro
pas3BuTUsl, MEHbLLAA TAXECTb CKENETHbIX W OpraHHbiX W3MeHe-
HUIA U rpy6oe CHUXEHWE MHTENNEKTA.

Detelr ¢ VI TunomM mykononucaxapugosa (cvHgpoMm Mapoto—
Namu} oTNMHAOT KapNUKOBBIA POCT W BbICOKMIA KOS hMLMEHT
WHTeNneKTyansHoro passutusa (1Q).

6

CuHgpowmy Cnas (VI Tvn Mykononvcaxapniosa) CBOMCTBEH-
Hbl «rypnep-nogo6HbIi» eHOTUN 1 rpy6as 3afepxka rncuxope-
4YeBOro pasBuTUS.

Ona IV Tuna mykononucaxapuaosa (cuHgpom Mopkuo A u B)
XapakKTepHbl KapfIMKOBOCTb, KMNeBnaHan aedopmManus rpygHom
KNeTKW, yBenuyeHne o6bema M BanbrycHas ycTaHOBKA KOJEH-
HbIX CYCTaBOB, rMNePNOABMXKHOCTE MexddanaHroBbiX M KOHTpak-
TYpbl KPYMHbIX CycTaBoB, AMdy3Has MblLleyHas TMMNOTOHUS,
NOMYTHEHME POroBMLbLI U TYroyxocTb. VIHTennekTyansHoe pas-
BUTUE GOJbHBLIX HE CTpagaerT.

B npakTu4eckoM nnaHe BCE TWMbl MyKOMONMCaxapuoo3oB
ypobHee aenuTe Ha ABE rpynnbl — «rypnep-nogo6Helii» (puc. 1a,
B) M «MOPKMWO-NOJo6HbIN» deHoTunbl (puc. 16). MocnegHui
BKNoYaeT cuHapom Mopkuo A n B, a octancHble 12 o6beuHs-
eT «rypnep-nogooHbli» eHoTUN.

MayueHTbl U MeToabl

MNoa HabnogeHweM oTaena KNMHUYeckon reHeTnku MockoB-
ckoro HW negnatpum un getckon xmpyprv M3 n CP P® Haxo-
amnocb 87 peter C pasnMyHbIMU TMNAMKM MyKoMmonucaxapuao-
30B. PacnpepeneHve 60nbHBIX MO TMNAM NAToiorMM WU nomny
npencraeneHo B 1aén. 2. Kak BUOHO M3 Tabnmupl, caMmble 6ofb-
Lne rpynnel cocTaBunu et ¢ | u Il Tunamm mykononucaxapu-
A0308 (cuHapomMel Myprep u XaHTepa). OcTanbHble TUMbI 3a60-
neBaHUs NpeacTaBneHbl NPUMEPHO PABHbIM KOTMYECTBOM 60S1b-
HbiX. BonbHbix ¢ cuHgpomamu Candmnunno D, Mopkuo B n
Cnaa (Il D, IV B # VIl TMnbl Mykononucaxapugo3os) Mbl He Ha-
6nogany, 4To, BEPOATHO, OBYCIIORNEHO YPEe3BbiHAKHOW penko-
CTbK 3TUX TUMOB MyKononmcaxapugo3oB. CrnefyeT 3aMeTuTb,
4TO U3 87 B0sbHbIX TONLKO 12 NOCTYNWNK B cTauMoHap BO3pac-
Ta OO TPEexX NeT, 4TO, BO3MOXHO, CBUOETENLCTBYET O NO3LHEN
OWarHoCTUKe JaHHOW naTtonorun U HeoHXxoOuMoCTU BesoTnara-
TESIbHOI0 BHELPEHUS CENEKTUBHbIX OMarHOCTUHECKUX MPOrpaMm
Ans faeTerd MNagLimMx Bo3pacTHbIX rpynm.
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Puc. 1. a — pe6eHok 8 net ¢ Vi TMnom Mykononucaxapugosa (cuHapom Mapoto-Jlamm); 6 ~ nesouka 4 net ¢ cuHapomom Mopkuo A;

B - Aeso4ka 15 ner ¢ cungpomom Nypnep-Llene.
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Ta6nvua 2. PacnpegeneHne 60NbHbLIX ¢ Mykononucaxapuaosamm
no Tunam 3a6onesaHus u nony
Turb Konuyectso Ton CooTHoLueHne
L MYKOMOnucaxapupo3os  6OMLHLIX Marnb4vKM  BEBOUKU M: O
Cunppom Typnep (I Tvn) 36 16 20 1:1,25
CuvHapom XaHTepa 16 16 - 1:0
(Il Twn Mykononucaxapuao2a)
L" Cungpom Candmnmunno 8 3 5 06:1
" A 2 1 1 1:1
B 4 2 2 1:1
C 2 - 2 0:2
_ Cunnpom Mopkio A 8 5 3 1:06
. Cwnppomsl Mypnep-tlletle 10 4 6 1:15
v Uledte (I-V u V Tunsr)
Cwvinpgpom Mapoto-Tlamm 9 2 7 1:356
(Vi Tun)
¥ Beero 87 46 4 1:0,89

Mporpamma o6cnenoBaHus 6ONbHLIX BKAOYANa UCNoNbL30Ba-
HWe KomMnekca MeTOLOB: reHeanorn4eckoro, KNMHUKO-peHTre-
HO-QYHKLMOHANBHOr0, MONEKYIAPHO-ONOXMMNYECKOTO.

CocTaeneHve poOoc/IOBHLIX MPOUM3BOAMIOCH MYTeM KOoMr-
NEKCHOro U3y4eHusi OaHHbIX NEepPEKPecTHOro onpoca PoacTBeH-
HWKOB Npo6aHAoB U COOTBETCTBYIOLLEN MEOULMHCKOW [OKYMEH-
Taunn. JononHuTenbHble CBEAEHNA O COCTOAHUN 3Q0POBbA Yne-
HOB CEMbM ObISIM MONYYEHbI B pe3ynbTaTe BpavebHblX OCMOTPOB
popuTenem, cubcoB U Apyrux Bamxanwmx poacTBEHHUKOB 601b-
HbIX BeTen.

AHanna mopdodeHoTMNa 6oMbHBIX C MyKONonMcaxapuaosa-
MW BKIIHOYAN OUEHKY hM3NYECKOro, HEPBHO-NCUXNYECKOro pas-
BUTUA AeTell U COCTOAHWUA Pas3fMYHbIX OpraHoB U CUCTEM opra-
Hu3ama. OueHka hU3NHeCKoro passuTust NpoBOAMNACh C NOMO-
Wb MEepUEHTUNbHBLIX Wwkan CTioapT no MEeToAuYecKUM pPeko-
MeHpgaumsMm B A JockuHa n M.H.PaxmanoBoi [5]. BapwuaHtsi
MOPMOTUINOB XapakTepPM30BaNNCh 1O MOAMMPUUMPOBAHHON Cxe-
me B.B.ByHaka.

Mcnxonornyeckoe o6cnegoBaHWe BKIOYAIO UCMONb30BaHNE
nNpouUasA NCUXMYECKOro pa3enTus, paspadotaHHoro J1.A. Tpouu-
koW Ha ocHoBe Metoauk A.PJlypus, J1.C.Beirogckoro, A.H.Jle-
OHTLEBA, NPMMEHAEMbIX B NATO- U HEMPOMNCUXONOTUK [6].

« KonnmyecTBeHHbIM aHann3 NCMxXonorui4eckoro npoduns ckna-
AbIBANCS U3 OLEHOK CTENEHN PasBmUTUS OTAENbHbIX NCUXUHECKNX
NpoLEeCcCoB, TakMx Kak oBLUeHue, 3MOLMOHANbHO-BONEeBasn fes-
TENBHOCTb, COCTOSAHWE MOTOPHBIX (DYHKLMIA, MPeaMETHO-KOHCT-
PYKTMBHBIN NPaKCUC, a TaKXXe HAaBbLIKOB CaMOOGCMYXUBaHUA W
JIMHHON TUrMeHbl.

Ons oueHkn COCTOSIHUA KOCTHOM CUCTEeMbl OCyUlecTBIANach

peHTreHorpadun vepena, NO3BOHOYHUKA, TPYOYaTbIX KOCTe n
KUCTeN ¢ onpegeneHnemM KOCTHOro Bo3pacTa.

Wcnone3oBanucs MyHKUMOHaNbHbIE METOAbI UCCeA0BaHUA —
OKT, 3X0-kapgunorpadms, anekTpodHuedanorpadma, Y3U op-
raHoB OPIOLLHOM NONOCTU U MOYEK, ayanoMeTpus.

Buoxumudeckas uwpenTudvkauma mykornonucaxapuwaosos
NMPOBOAUNACE NOCPELRCTBOM ONpegeneHnsl akTUBHOCTU COOTBET-
CTBYIOLLMX JINBOCOMHbIX T'Maponas B nekoumrax kposu. Nccne-
[OBAHWA BLIMONMHANUCL B UHCTUTYTE 6MONOrMYECcKon U meau-
LMHCKOW XM PAMH 1 Meouko-reHeTUHeCKOM Hay4YHOM LIeHT-
pe PAMH.

BbiBegeHWe C MOYOW CyMMbl FIMKO3aMWHOMIMKAHOB Onpe-
nenanocs MmetogoM Z.Dische (1966). dpakunoHnMposaHue rnu-
KO3aMUHOIMIMKAHOB OCYLLECTBAANOCL METOAOM  KONOHOYHOW

xpomarorpagpun Ha wWOHOO6MEHHOW cmone [ayake 1-2,
200—-400 meww., xnopugHas dopma no S.Schiller et al. (1961).

WUccneposanna 6MONTaToB NEYEHU NPOBOOUINCL METOAamMu
CBETOBOW (OKpacka reMaToKCUIIMHOM 1 303MHOM x 400) n 3nek-
TPOHHOW MUKpockonuu (OM-125, yeenuyenne 4000).

Pesynb'ra'rbl mccecnenoBaHNA U Mx chy)KneHue

AHanNN3 poOOCNOBHbIX MO3BOMWM YCTAHOBUTL, 4YTO Yy 68 u3
87 60s5bHbIX 3ab0neBaHne HOCUNO Cropagvyeckuin xapakrep.
Cpenv popcTteeHHNKOB 19 Npo6aHaoB 6bUTO BLIABEHO HANWYMeE
aHanornyHoro 3abonesaHus, NPy aTOM y NATU ManbLYMKOB (M3 Ns-
TM CEMEN) UOeHTUYHAs CMMNTOMATMKA 3aperncTpuposaHa y nuy
MY>XCKOTrO nomna no MaTepuHCKON NINHUKN 2-1A, 3-A 1 4-A NINHWK CTe-
neHwn poacTea.

Bpaxunnactuyecknin Mopdotmn 6bin TUNWYEH Ons aeTen ¢ |,
I, IV, V, -V 1 VI Tvnammn mykononucaxapuposos, npu 3ToM y
60nbHbIX ¢ cuHapoMamMu Mopkino u Mapoto-Tlamu (IV u VI Tuibl
naronoruun) 6paxumopdHbIE 0COBEHHOCTU TESIOCTTOXEHWUS COYe-
Tanucb C PE3KUM OTCTaBaHMEeM pocTa, BMSIOTb A0 Kapnuko-
BOCTM. YCNOBHO «HOPMAanbHbiA» TUM TENOCNOXEHNA U CpefHne
nokasaTenu M3n4eckoro passutus umenu ece getu c lll Tunom
Mykononucaxapvgosa (cuHgpom Caddmnunno A, B u C).

Mcenxunyeckuin cTatyc 60MbHBLIX ¢ MyKOMoaMcaxapuao3amm oT-
Myancsl KpawHen HeogHopoAHoCTelo. [HdeTu ¢ cuHgpoMamu
Mopkuo A, Weite, MapoTo-Jlamn 1 Xantepa (nerkas dopma) no
CTPYKTYpe MNCUXUYECKMX NMPOLECCOB B OCHOBHOM COOTBETCTBO-
Banu BO3pacTtHOW Hopme. B To xe Bpems obpawjanu Ha cebs
BHUMaHWE WX JIMHHOCTHbLIE OCOGEHHOCTU, NPOABMSABLIMECA WH-
(haHTUIBLHOCTBIO, HEPBO3HOCTLIO U MCUXONMATUHECKMMU peaKLim-
AMu. Y OeTel ¢ cuHgpomamum ypnep, XaHTtepa (Tsxenas dop-
ma), CaHdmnunno A, B u C obrapyxumBanack yMCTBEHHas OT-
CTanocTb B CTEMEHW BbIPAXEHHOW Oe6WUNbHOCTHU, UMGeuunb-
HOCTW U MHOrga nanotuun. MNenxonorndeckoe o6cnegosaHme no-
3BOMUSIO YCTAHOBWUTL OTCYTCTBME aBCTPaKTHOrO MbILLSIEHWS,
pe3Koe CHUXeHWe YPOBHST 0606LLeHNI, Heaopa3BUTHUE onepauun-
OHHOW CTOPOHbI MbiwneHus. [Q (koadhUUMEHT MHTENNEKTYaNb-
HOro paseBuTKA) aTux 6onbHbIX Konebancs oT 20 fo 60 eguHuL
(Hopma 85-115 epn.).

KapAuHaneHsIM NMPU3HAKoOM BCeX TUMOB Mykononucaxapuao-
30B SIBAANMCL HApPYLLIEHWS ONOPHO-ABUraTeNbHOro annapata
(y 100% 60nbHbIxX). Camon 60NbLLOA AMAarHOCTUYECKON 3HaquU-
MOCTBIO Cpeaun HUX 061apganu TYronoABMXHOCTL U KOHTPaKTYypb!
KPYMHBbIX 1 MENKWUX CycTasoB (y 84 3 87 derei), KMOCKONMO3
(y 82 u3 87). Hapagy ¢ aTWM 6bIM BbIABMEHb! KUNEBUOHbIE fe-
dhopmauum rpygHom Knetkn y 8 n3 87 6onbHbix (IV Tvn — cuk-
apom Mopkuo A), 6paxuaakTuina KUCTEN U CTOM, KOPOTKas Lwes
n Mmeranouedanus y BCeX MauMeHTOB. TUMWYHbIE MOPaXeHWs
NMLIEBOTO CKENETA TAKXE BbISIBAEHbI Y BCEX AETEN: rpyDdbie Yep-
Tb! MU, YBENUHeHne nodHbIX ByrpoB, rmMnepTenopuam, LWNMpPo-
Koe, 3anaBsLuee NnepeHocbe. BeipaxeHa avddysHas MbillevHasn
rMNOTOHUA. YacTo BcTpeqanuch rpbiKn — MyMoYHas, naxoas,
naxoBo-MoLLIOHOYHas. TenaTocnneHomeranus (0o 5-10 u 6onee
CM, COOTBETCTBEHHO) 3apernctpuposaHa y 81 n3 87 60nbHbIXx.
Kapwec gnartHoctupoBaH y Bcex 87 60NbHbIX.

Matonorna cepOeYHoO-COCYAUCTOW CUCTEMbI TakKxXe umena
MeCTO Y BCeX HabnwogaBsLuvxcs geTed. Hanbonee TMNUYHbL, NO
faHHbIM 3XO-kapauorpadmu, yTonLeHWe KnanaHoB cepaua U
MUOKapga, MPU3HaKU runepTpoUYecKkon KapauoMuMonaTuu.
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BpoxaeHHble NOPOKM cepaua (centanbHble AedeKTbl) BCTpeya-
NUCb 3HAYUTENBbHO pexe — y 3-X JeTen.

MopaxeHune rnas AMarHocTMpoBaHo y 67 u3 87 6onbHbIX. OHO
NpoSIBNSANOCL NPEUMYLLECTBEHHO NOMYTHEHWEM pOroBULIbI.
Y 11 fetet Habnoganack coYeTaHHas rnasHas naTonorust — no-
MyTHEHWe poroBuLbl U rnaykoma. Y 20 geTern cocTosiHUe opraHa
3peHust BbINI0 HOpManbHEIM (Y BCex 16-TW feTel ¢ CMHAPOMOM
Xantepa u 4-x 6onbHbIX ¢ cuHgpomomM Candmnunno A u C).

TyroyxocTb -l ctenenn obHapyxunace y 75 U3 87 naunen-
108. OHa Habnoganace NOYTU NpPU BCEX TUNax MykKononMcaxa-
pU030B. '

MokasaTenn nNOYEYHON IKCKPeLuun MIMKO3aMUHOMMUKAHOB
6bi NoBbILWEHbI (B 5 1 6onee paa) y Bcex 87 60MbHbIX. AHanu3
(hpaKLIMOHHOr O cocTaBa rMMKO3aMUHOITIMKaHOB NO3BONUI yCTa-
HOBWUTb MX ONpefeneHHy crneyuduky. Tak, npeMmyLlecTBeH-
HOe BblBedeHWe C MOHYOW renapaHcynbara U gepMataHcynb-
(bata xapaxkTtepHo gns | v Il TMInoB 6onesHn; renapaHcynsgara —
Ans Bcex chopM cuHpgpoma Candmnunno (il A, B n C); BbiCOKne
noKasaTenu kepataHcysnbdaTa CBOWCTBEHHbI [V TUNy Mykononu-
caxapugo3sa (cuHapoMm Mopkuo), a pepMaTaHcynbgata — V u
VI tunam (cvHapomel Lene n Mapoto—Jlamu).

MccnepoBaHue NMM3OCOMHBIX TMApPONas, OTBETCTBEHHLIX 3a
peanq3auuio aHanM3upyeMblX TUMNOB MYKOMOIMCAxapyAao30B,
BbISBUNO CYLLECTBEHHOE CHUXEHUE UX aKTUBHOCTU (BNNOTb A0
HYMEBbIX 3Ha4YeHUA) B NeKoumnTax KpoBm 60JbHbIX, HTO CNOCO6-
CTBOBASIO TOMHOW MaeHTUUKaLnMm TMNOB 3a60NEBaHUS.

JlaHHble CBETOBOW M 9NEKTPOHHOW MUKPOCKOMWK 6MoNTaToB
ne4eHn OeTed ¢ MyKononucaxapuao3amu nokasanu npusaHaku
XWUPOBOW JereHepaummn nedeHu.

Pesynbrarbl koMNNeKHoro o6cnenosaHnsa npobaHaos CyMMU-
poBaHbi B T@6n. 3.

OudbchepeHumnanebHbid gUAarHo3 Mykononucaxapuposos ¢

Tabnuua 3. MeHeanoruveckue pAaHHbIeE U OCHOBHbIE KJIMHUKO-
¢yHKUUOHANBHbIE, NabopaTopHble U Mopdonoruyeckne nokasa-
TeNN y 60JIbHBIX ¢ MyKononaucaxapugosamu (n = 87)

LaHHble 1 nokasatenu Yucno
60MbHbIX
C6op reHeanormyeckmx AaHHbIX 87
WsonuposanHbie cryyan Mykononucaxapuiosos B POfOCTOBHOM 68
Hanuuune aHanormyHoro 3aboneeanmns y pofCTBEHHUKOB 19
MoMyTHeHne porosuLbl 67
MoMyTHeHWe poroBuLbI M rnaykoma 1
CHnxenune uHTENNEKTA 55
LlebunbHOCT 15
WmbeumnbHOCTL ' 31
Hnnotus 9
HopMarnbHbii uutennekT (1Q = 85-115 eg.) 32
YTOMLLEeHWE KnanaHos cepAla u Muokapaa 87
CenTansHbie gedekTsl 3
TyronoaBUXHOCTb KPYNHbIX M MENKUX CYCTaBOB 84
Kudhockonuoab! 82
lenatocnneHomeranms 81
CHuxenue cnyxa 75
Pe3koe cHiKeHME aKTMBHOCTY NM30COMHbBIX TMAPONA3 B NerKoLuTax:
- a-L-ugypoxuaassr; 46
- pypoHaTcynbeharassi; 16
- renapaH-N-cynecharassi; 2
- N-auyetun-N, o-D-rniokosamuHmaask:; 4
- aueTun-KoA:a-rnkozamuyua-N-auetuntparcdepassl; 2
— N-auetunranakrosamut-6-cynethatcynegarass! 8
- apuncynbdarass! B 9
Bbicokue nokasaTen noYeuHoN IKCKpeLnn MUKO3aMUHOIMMKEHOB 87

Mopdonornyeckie npUaHaku XMpoBOA AereHepaLimn neseHmn
(o paHHbIM CBETOBOW M 3NEKTPOHHON MUKPOCKOTUW BMOMTATOB Neyenu) |
(n=12) 1212

«Fypnep-nogo6HbIM» HEHOTUNOM NPOBOAUNCA, Npexie Bce-
ro, C TaKUMKU 601e3HAMW HAKONEeHUS, KaK MaHHO3UA03, raH-
rnnoango3 Gm-1 (6one3Hs HopmaHna-JlaHgunra), cuanngos
Il TMna, mykonunuao3bl. HopmansHas akTUBHOCTb NU30COM-
HbIX rugponas (o- U B-maHHO3MAAa3bl, B-ranakTo3uvpasbl, o-
HepaMuMHuaasbl) B NeWKoLUTax U OTCYTCTBME GONLLUOTO KO-
nMyecTsa psaaa MM30COMHLIX (PEePMEHTOB B CbIBOPOTKE KPOBU
60nNbHLIX ONPOBEPranyu HanU4ne y HAX 3TON rpynnbl 6onesHen
HakonneHwus.

Hepenko aeTv ¢ MyKononucaxaprao3om Hanpasnanucs Bpa-
YaMu € HermpaBWMbHBLIM AWArHO30M runotTupeosa. HopmaneHsle
nokasaTeny ypoBHeW rOPMOHOB LLMTOBUAHON xenesbl (T; 1 Ty)
W TUPEOTPOINHOro rOPMOHA B CbIBOPOTKE KPOBW U CHUXEHUWE aK-
TUBHOCTWU COOTBETCTBYIOLMX NTM3OCOMHBIX rMaponas B numdo-
uMTax No3sONANM YyCTaHOBUTL NMPaBUMbHBLIW AWarHo3.

BonbHbIM ¢ cuHapoMmoM Mopkuo A nposoaunca anddepeHum-
anbHbIA AMarHo3 ¢ paxuronoaobHbIMKM 3a60NeBaHNAMA — NOHeY-
HbIM KaHarnbLeBbIM aLumuao3oM u 6onesHeio fe Tonn—[ebpe—DaH-
KOHW. HopmarbHble nokasaTenm MUHepasibHOro 0O6MeHa CbIBOPOT-
KW KPOBM U MOYM (aKTMBHOCTb LUesioqHON hocdbatasbl, ypoBeHb
kanbLua, chocopa B CLIBOPOTKE KPOBW U BENIMYMHBI MX NOYEYHON
3KCKpeLuKn), 6orbLLIME KONMUHECTBA BLIBOAUMBIX C MOYOW MIUKO3a-
MUWHOIMMKAHOB (NPenMyLLIECTBEHHO kepaTaHcynbdara), Hannyme
NMOMYTHEHWUSI POTOBMLIbI, TYTOYXOCTH, IpyObiX YEpT Nvua U HU3Kas
aKTUBHOCTb TM30COMHOMO hbepmeHTa N-auetunranakTo3amuh-6-
cynbatcynbarasbl NO3BONANM NOCTaBUTL NPaBUIbHBLIA Anar-
HO3 IV TMna Mykononucaxapnaosa unu cuiapoma Mopkmo A.

B neyveHun 60NbHBIX C MyKOMOAMcaxapnao3amm UCnonb3osa-
nacb CUMMNTOMaTU4ecKas, 3amecTUTeNnbHan U KoppurupytoLlas
Tepanusa. 3T0 OTHOCUNOCH K MPUMEHEHWIO renaTtonpoTeKTopos.,
HOOTPONOB, CEPAEYHO-COCYAUCTLIX U NPOTUBOBOCMANMUTENBHBIX
CpPeacTs, BUTAMUHOB W MpenapaTos, YNy4qllalowmnx aHTUOKCU-
OaHTHYIO 3aLLMTY U NPOLECChl KIIETO4YHON BUO3HEPTreTUKMN.

JledyeHne Takxe BKAKOYANO WCMNONbL3OBaHWE Hecrneundu-
YeCKUX CTUMYMSATOPOB pPOCTa W CpeAcTB, HampaBfieHHbIX Ha
60pbby C OCTEONOPO30M, HEPEAKO BCTPEYaWMMCA NPy 3TOW
naTonoruu.

B kOoMNnekc TepaneBTUHECKWX BO3AEACTBUIA 06A3aTENbHO
BXOAMM (hU3MoTEpaneBTUHECKME NPOUEAYPbI: Na3epHan NyHK-
Typa v HagBeHHOe BO3AenCTBUE nasepa, anekTpodopes ¢ nMaa-
301 Ha 06nacTb NOpaXeHHbIX CyCTaBOB, MarHuToTepanus, napa-
uHoBble annnukayuu. Lnpoko ncrnonb3osanucs 3anatusa JIOK
C NPenMyLLIECTBEHHbIM BO3EWCTBMEM HA OMOPHO-ABMraTesb-
HbI annapart (MO3BOHOYHUK U CyCTaBbl) U KypCbl 06LLEro macca-
xa. MpoBogunnack caHauusi XpOHUHECKUX 04aroB UHEKUUN HO-
COrNOTKM, NONOCTM pTa U 3y6o.. B nnaHosom nopsdke (Ha doHe
KOMNJIEKCHON 0OLLeyKpennaiowen Tepanuu) OCyLLeCTBNASNUCH
XMpYpruyeckme BMeLLATeNnbCTBA: aHTUINIaykoMaTo3Hble orepa-
L{W, rpbixecedeHns, aAeHOTOH3UMNIKTOMUN.

Crnegyetr 3aMeTUTb, YTO peKOMeHAyeMble paHee MeTOoabl
nnasmadepesa U TpaHcnaHTaLuuM KOCTHOro Mo3ra oKasasiucb
BEeCbMa TPYAOEMKUMUW, AOPOroCTOAWMMUN U, CaMOe rMaBHoe, He
npuHecnu xenaemoro agpdexTa.

B HacTosiLee Bpems BCe HOMbLUYI0 aKTyanbHOCTb NpuobpeTa-
€T HOBas TEXHOJOMUA SleHeHMa MyKOMnoImcaxapuaosos — hepmeH-
To3aMecTuTenbHas Tepanus [7]. [laHHbI MeTog neveHns ycnetu-
HO pa3pabaTbiBaeTCA U COBEPLUEHCTBYETCA aMEePUKaHCKOW chap-
MaueBTu4deckon dmpmont Genzyme. OgHUM u3 pa3paboTaHHbIX
el (hepMeHTO3aMecTUTENbHbIX NpenapaTos — AnbAypasuM, Uc-
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NONb3yeMbIA A8 3aMecTUTENbHON Tepanuu 605bHbIX ¢ | TUNoM
Mykonosnucaxapugosa (cuigpoma lypnep). MpenapaT BBOAUTCA
napeHTepansHo, ANUTENbHO C NEPUOANYHOCTEIY OOMH pas B Hepe-
mo. B HacTosAwee Bpema Anbaypasvum npoxoauT B Poccuu cTa-
anio peructpaumn. PepMeHTO3aMeCTUTENbHas Teparvs O4YeHb
athhekTUBHA, 6e3oMacHa, HO OTNMYaeTCs OOPOrOBM3HOW, 4TO
06YCNOBNEHO O4YeHb BbICOKOM CTOMMOCTBIO TEXHONOrMYECKOoro
NpOV3BOACTBA NpenapaToB, U, COOTBETCTBEHHO, UX LieHol. OaHa-
KO cnepyeT HagesTeCs, 4TO B Grvxaviuee BpemMs nedeHve dep-
MEHTaMU CTaHeT [OCTYMHbIM BCEM 60MBHbIM MyKOMNOSIMcaxapuao-
3aMu fileTam Poccum 1 cTpaH coapyxecTtBa, v 6yaoyT paspaboTa-
Hbl HE MeHee aPdheKTUBHbIE NpenapaTbl ANs NeYeHUsi OCTallbHbIX
TUMOB MYKOTIONUCAXapMao30B M ApYrvx 6onesHen HakoneHus.

Hapsagy ¢ nedvexmem, 601bLLOe BHUMaHWE YAENSNOCL BONPO-
caMm coumanbHoM aganTtaumm U NpogpecCMOHanbHOM opueHTaumum
60nbHbIX. Bcem petam cpenHero v ctapllero LWKOMbHOMO BO3-
pacTta npoBefeHbl UHAMBMAYyanbHble KOHCYNbTauuu no Haubo-
nee ONTUMarbHOW A8 UX COCTOAHUA 340pOBbSA NpodopueHTa-
umun. 3anpeLtanvck Npogeccuu, ces3aHHble ¢ 60MbLLMM huraun-
YECKMM W 3MOLMOHAMbHBLIM HaNpsXxeHWeM, BUGpaunen, KoHTak-
TaMn C XUMUYECKMMU N PEHTMEHOPAANONOrMYECKUMM BeLLeCT-
BaMK, a TaKXe creymansHOCTH, TpebyioLtme 6bICTPOTLI peakLmnm
N MakcMmanbHOA OCTPOThI 3peHuUs.

CsefeHuns 0 coumanbHOW agantauumn 60nbHbIX GbINU nonyye-
Hbl HA OCHOBaHUW NWYHBIX 6ecen ¢ HUMU, a TaKXe Npu aHanuae
OTBETOB Ha cheumanbHO paspaboTaHHble aHKeTh!, cogepxaluue
BOMPOCHI 0 MEcTe U xapakTepe y4ebbl U paGoThl, 6bITOBbIX U Ce-
MEMHbIX YCNoBUAX U Ap.

AHanus nposefeHHbIX UCCNeQoBaHUA CBUWIETENBCTBOBAN 06
afeKkBaTHOM npodhopreHTaLKn 1 xopoLLein coumanbHol aganTa-
unn 6oneHelx co Il (nerkas dropma), IV, V, -V u VI Tunamun my-
Kornonucaxapuno3os. Bece 25 geTen WKONLHOrO Bo3pacTa ¢ ne-
PEYUCTIEHHBIMU TUNAMW MYKONONMMCAXapyao30B YCTELLHO yyarT-
cs1 No obLeoBbpa3oBaTensHON NPorpaMme, NATb U3 HUX SBNSAIOT-
CA OQHVIMU U3 NYYLUUX Y4EeHUKOB CneumnanmnavpoBaHHbIX Marte-
MaTUYECKUX KNacCOB B F’MMHa3uaAx U nuueax. Bee atu aetn mMHo-
TO YMTaKoT, NPEKPACHO BRALEOT KOMMbIOTEPHBIMW NPOrpaMMa-
MW, aKTUBHO y4acCTBYIOT B XU3HK 06LLEeCTBa, UMEIOT OpY3en.

N3 7 npo6aHaoB, [OCTUMLIMX B3POCNOro BO3pacTa, 5 (1 ¢ CuH-
apomomM Mopkwuo A, 3 ¢ cuHgpomom MapoTo-Iamu, 1 ¢ cuHgpo-
MoM Typnep-Lleite) ydatca B BbICLUMX y4e6HbIX 3aBefeHUsiX, B
TOM 4ncne 4 — B ryMaHuTapHbixX, 1 — B TexHU4eckoM. [1soe 60rb-
HbIX OKOHYWSIM TEXHUKYMbI (NeSarorui4eckmnii 1 KOMMepYeckuii).
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Bce 6onbHble MyKononuMcaxapuaosaMmy UMeET WUHBanua-
HOCTb.

MnaHoBoe o6cnenoBaHMe PoACTBEHHUKOB AETEN C MyKOMo-
nvcaxapugosaMmy Mo3BOSIUIIO CBOEBPEMEHHO BbISBUTL Y HUX
aHanorMyHy MaTosiorui, COCTOSIHWE reTepO3nroTHOro HOCU-
TeNbCTBa M NPOBECTU LeneHanpaBlieHHOe MeaMKO-reHeTu-
Yeckoe KOHCynbTUpoBaHue cemen. Llectn xeHwuHam 6bina
ocyllecTeneHa npexHatansHas avarHocTuka (6Moncus XopuoHa),
B peaynbrate KOTOpOoW y 3-x U3 HUX 6epemMeHHOCTb Bbina npe-
pBaHa (No XenaHuI XeHLLUWH) U3-3a AMarHoCTMPOBaHUA Y Nio-
00B cuHapomoB Typrep (2 cnyyas) v Mopkuo A (1 cnyyait). Be-
PEMEHHOCTb Y APYUX 3-X XEHLUMH 3akoH4YMnacb PoXpeHWem
300pOBbIX AeTen.

Taxknm 06pa3omM, CBOEBpeMeHHas anarHocTnka Mykononuca-
Xapuao30B W paHHee Ha3HavyeHne hepMeHTO3aMeCTUTEsNbHON
Tepanuu 6yayT cnoCO6CTBOBATE YMEHBLLEHUIO TAXeCTH 3abone-
BaHWS, CHYXKEHMIO MHBANWAHOCTU BeTel 1 afjleKBaTHOW UHTerpa-
LMK ux B 06wecTBo. MNMpodeccnoHansHO rpaMoTHOE MeUKo-re-
HeTUYEeCKOe KOHCYNbTMPOBaHWe CeMeit — OCHOBA NPOMMIaKTUKK
3TOW TAXKENOW HacneaCTBEHHOW NaTonornum.
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