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Mykononucaxapupo3 Vl Tuna (cuigpom Mapoto—Jlamu):
KJINHNYECKME NPOSIBJIEHUS, AMAarHOCTUKA U Jie4eHune*
Hosonorunueckuii knacc no MKB-10: E 76.2

Mo katanory OMIM Ne 253200

OtpaxeHbl COBpEMEHHEIE TIPeACTaBIeHNs 00 OOHOM M3 HanboJiee YacThIX
3a00JIeBaHU Cpeay HACIEeICTBEHHBIX JIM30COMHBIX 0OJIe3HEN HAKOTIEHUST —
MYKOIToJIMcaxapruao3ax, a uMeHHo VI turie 3Toii maTonornu — cuHapome Ma-
poro—Jlamu. CyMMHUpOBaHbI JaHHbIE JIMTEPATypbl U COOCTBEHHBIE HAOIIOAE-
HUSI, Kacalolrecsl BOIPOCOB 3TUOJIOTUM, TTaTOTeHe3a, CPOKOB MaHUdecTaliuu
U KIMHUYECKONH CHUMIITOMATMKKM OOJIe3HW, METONOB TUATHOCTUKM, JICUECHMS
U npodunakTuky Mykomnojaucaxapuaosa VI tuna. Ocoboe BHUMaHUE yAEIECHO
HOBOM TEXHOJIOTUM JieueHUs cuHapoMa MapoTto—Jlamu — dhepmeHTO3aMeIa-
fomeit Tepanuu npenaparoM HarmaszuM. Jleuenne Harmazumowm (rancyinbgasa)
SIBJISIETCST € IMHCTBEHHBIM MaTOTeHETUIECKIM METOIOM Teparuu s 60JIbHBIX
¢ VI tunnom mykononucaxapumo3a. [logpoOHoO mpeacTaBiaeHbl CBEASHUS O Ipe-
rmapate, TOpSIIKE ero BBENEHMS, MEXIYHApOMHBIX KPUTEPUSIX OLIEHKU -
(EKTUBHOCTH JIEUEHMSI, BO3MOXHBIX OCJIOXKHEHUSIX M Mepax 00pbObI ¢ HUMHU.
IMpuBeneH nepeyeHb M KPaTHOCTb PEKOMEHIYEeMbIX KIMHUKO-1a00paTOpHbIX
U peHTreHO(YHKIIMOHAIBHBIX 00CIeA0BaHUI OOJBbHBIX, CTPAJAIOLINX MYKOIIO-
mucaxapugo3oM VI tuma. IlokazaHo, 4TO OCHOBOM MPOMUIAKTUKYA CUHApPOMA
Mapoto—Jlamu siBisieTcs 93(PHeKTUBHOE MEINKO-TeHETUIECKOE KOHCYJIBTUPO-
BaHMUeE.

Karouesvte cro6a: demu, mykonoaucaxapudos, cunopom Mapomo—Jlamu, kKaunu-
yeckue nPoseaAeHUs, OUACHOCMUKA, (hepmenmozamewaiouias mepanus, Haenasum.

B Hacrosee Bpemst nuzBectHo 6osee 40 TM30COMHBIX 00JIe3HEll HaKOILIe-
HUs, TPEACTaBISIONIMX COOON pelKue, HO TsKeJible pacCTpoiicTBa OoOMeHa
BEIIECTB, IPU KOTOPBIX T€HETUYECKU OOYC/IOBICHHBIC Ae(eKThl psga dep-
MEHTOB BbI3bIBAIOT HAKOIJIEHUE BHYTPU JIM30COM TPOIYKTOB >KU3HENEITEb-
HOCTHU Kj1eToK. Mykononucaxapuno3 VI tumna, wim cunapom Maporo—Jlamu,
Ha3BaHHBIN TaK 10 UMEHAM BIIEPBBIE OMUCaBIINX ero B 1963 . Bpaueii [1], —
JIN30COMHAasi 00JIE3Hb HAKOTUICHUS, OOYCIOBJIEHHAs CHUKEHUEM aKTUBHOCTU
depmenTta N-anerwiraiakro3amuH-4-cynbdarasbl (apuicynbgarassl B) [2].
3abosieBaHuE TIPOSIBJISIETCS 3a/IePKKOW pOCTa, BbIPAKEHHBIMM CKEJETHBIMU
nedopMalusMu, TULIEBBIMUA TUCMOPDUIMU, OOCTPYKIIME BEPXHUX IbIXaTe/b-
HBIX IIyTEH, MaTOJOrueil CepaeuyHO-COCYAUCTON CUCTEMBI, TTAPEHXUMATO3HbIX
OpraHoB (TenaToCIUIeHOMeranusl), rjia3 (IIOMyTHEHME POTOBUIILI), CIyxa (Tyro-
yxocTb). MHTemIexT npu nanHoi ¢opMe 3a0ojieBaHUS He cTpamaeT. boje3Hb
HOCUT TIPOTPECCUPYIOLIUI XapaKTep U COMPOBOXKIAETCS CHUXEHUEM KauecTBa
U MPOAOJIKUTEIbHOCTU XKU3HU.

*Cpe/cTBa Ha MOKPBITHE PACXOI0B, CBA3aHHBIX C MyOIMKALIMEeil HACTOSIIIMX PEKOMMEHAALNi ObLTN Mpe1o-
crasiieHol OO0 «buoMapun MutepHeswHa (Mocksa)». OO0 «buoMapun MHTepHesHa (MockBa)» He
KOHTPOJIMPOBAJIO HATMCAHWE M HE OKA3bIBAJIO BIVSIHUS HA COMEePKaHKe JAaHHOTO TOKyMEHTa

2



Anuaemuonorus

Myxkononucaxapuno3 VI tuma otHocutcs K peakuM (opdaHHBIM) 3a00j1e-
BaHusM. Yacrora ero ouenuBaercsa Kak 1:238 000—300 000 >krBOpOKAEHHBIX.
Ha ocHOBaHMM 3TUX JTaHHBIX CYUTACTCS, YTO B MUpe MpoxkuBaoT 10 1400 601b-
HbIX, cpenu KoTophix oT 50 mo 300 maumeHTOB sABissIoTCA XKuTeasimu CILIA
u npumepHo 1100 cocraBisgioT mpoOaHAbl U3 APYTUMX Pa3BUTHIX cTpaH |3, 4].
Hecmotps Ha To uTto cunapoM MapoTto—Jlamu He CBSI3BIBAIOT C OIIpeaeIeHHBI-
MM 3THUYECKHUMU TPyMIiaMU, perTMOHOM 3¢ deKTa ocHoBaTe s MPeanosaraior
cesepHylo [lopryranuio nuim paitonsl bpasunun [4].

JTnonorma

Ien apuncynbdarasel B (ARSB) kapTupoBaH Ha JIMHHOM ILI€Ye XPOMO-
comhl 5, B mokyce ql4.1. Ien ARSB xonupyeT ¢pepMeHT — apuicyiibdaTasy B,
KOTOPBII OCYIIECTBIISIET TUAPOJIN3 CYIb(MaTHOM Ipyrmbl N-alleTUaraaakro3a-
MUH-4-cynbdaTa, gepMaTaHCyabdara U XOHAPOUTUH-4-Cyabdara. ApUICYIb-
daraza B coctout u3 492 aMMHOKHKCIOT U UMEET MOJIEKYJIIpHYIO Maccy 47 k/1.
Mytanum B reHe ARS B TIpUBOIAT K CHIDKEHUIO aKTUBHOCTH JIM30COMHOTO (hep-
MeHTa apuicyiabdaTtassl B 1 ¢hopMupoBaHNI0O KIMHUYECKON CUMIOTOMATUKU
Mykormonucaxapugosa VI tuna [3, 6].

Tumn HacnenoBaHusa cuHapoma MapoTo—JlamMu ayTOCOMHO-pe1ieCCUBHBbIIA.

Koppeasayuu cenomuna u gpenomuna. B HacTosiiiee Bpemsi U3BBECTHO HECKOJIb-
KO JecsaTKOB MyTaLuii reHa ARSB. [1oka3aHO, YTO HOHCEHC MYyTalliM y TOMO3M -
TOT BBI3BIBAIOT HanboJee TsoKeable GopMbl 3a0oeBaHus. Hannuaue Gonbiioro
qycIa MyTalMi U HEPETYISIPHOCTh OMUCaHUs (PeHOTUTIOB OTPAaHUYMBAIOT BO3-
MOXHOCTb IMPOTHO3UPOBAHHUSI XapaKTepa TeyeHMsT 3a00JieBaHUSI 110 TEHOTUITY.
Tem He MeHee MOMMMOP(HU3M KIMHUYECKUX IIPOSBICHUN MOXKET ObITh CBSI3aH
C pa3HBIMU MyTallusIMu reHa ARSB, ux BAusSHUEM Ha CUHTe3 (pepMeHTa U ero
aktuBHOCTb. Tak, T. Bradford u coaBt. (2002) ucciaenoBaiv OMOCUHTE3, KJIIETOU-
HBII TPAHCIIOPT U aKTUBHOCTD (hepmeHTa mpu mytanuu Y210C maHHOro reHa,
KoTtopast Bctpeuaercst B 10% ciydaeB U CBsI3aHa C HE3HAYMTEIbHBIMU (DEHOTH -
MNUYECKUMU MOPOSIBICHUSIMU (LUT. 10 [7]). BbIcKa3bIBarOTCs MpearnoIoXKeHUs
0 CYILECTBYIOIIEH 3aBUCUMOCTHA MEXIy HEKOTOPBIMU T€HOTUIIAMU U YPOBHEM
[JIMKO3aMUHOTJIMKAHOB B MOYE, YTO MOXET OBbITh MCITOJIb30BAaHO ISl IIPOTHO-
3UpOBaHUs TeueHus 3a0oeBaHus [8].

MaTorexHes

Mykononucaxapuno3 VI tuma xapakrepusyercs 1e(ULUTOM apuiIcyiabda-
Ta3bl B, omHOrO M3 1sTH (hepMEeHTOB, HEOOXOAMMBIX TSI pacIleIJICHUS IepMa-
TaHCyJbdaTa — BaXXHOTO KOMITOHEHTa OCHOBHOTO BEIIECTBA COeIMHUTETbHOM
TKaHU. [lepMaTaHCyabhaT CoAepKUTCS B COETMHUTEbHOM TKAHU Pa3HbIX Op-
raHOB, B TOM YHCJIe KOXU, CYXOXKUINI, KDOBEHOCHBIX COCY/IOB, IbIXaTeJbHbBIX
MyTeil ¥ KJamaHoB cepana. ITocTenmeHHOe HaKOIJIEHWE MPOAYKTOB pacrana
JIepMaTaHCyIb(dara B JIM30COMaX BCeX KJIETOK MPUBOIUT K HEOOPATUMBbIM I10-

3



BPEXICHMSIM KJICTOK U TKAHE U COOTBETCTBEHHO K IUC(MYHKLIMUA OPTaHoB [9].

MexaHu3M MOBPEXIEHUST CKeJleTa M CYCTaBOB YOEIUTEIbHO AEMOHCTPU-
PYIOT BKCITEpPUMEHTAIbHbIE NCCASTOBAHUST HA MOJETbHBIX XKUBOTHBIX (MBIILIH,
KpBICBI, KOTHI), CTpagalolInx MyKorojucaxapugo3om VI tuma. YueHbie BBI-
CKa3bIBAIOT TPEIITOJIOKEHUSI, COTJIACHO KOTOPHIM JepMaTaHCylbdaT SBIsIeT-
Csl MOJIEKYJIOI, TTIOJ00HO SHAOTOKCUHY. DTO BEIIECTBO CIIOCOOHO BHI3LIBATH
BOCITAJIUTENIBHYIO peakinio 3a cueT (pakTopa HeKpo3a OIyxoyieil U MpUBOIUTD
K TMOeIM aronTUYeCKUX Tesell XOHIpouToB. MccienoBaream CYUTAIOT, YTO
MIPOTPEeCCUpPYIOIIas apTPONaTHs y OOJbHBIX C CMHApoMOM Maporo—Jlamu 06-
YCJIOBJICHA ABYMSI 3TUMMU Tipoueccamu [9].

Knuanyeckue mnpusHaku MyKoIlojucaxapuao3za VI Tuma mnposiBasioTCs
TOJIBKO Y MAllMEHTOB C TSDKEIbIM Ae(UIIMTOM aKTUBHOCTH apujcyibdara-
3bl B (00b1uHO MeHee 10% OT HMKHEe# TpaHuIIbl HOPMBI). Y HOocuTeleli 6oJie3-
HU COXPAHSIETCST JOCTATOUYHAs! aKTUBHOCTD (hepMeHTa, MTO3BOJISTIONIAs M30eXKaTh
MaTOJIOTMYECKUX TTPOSIBJICHUIA.

KnuHuyeckas kapTuHa

Mykononucaxapuao3 VI tuma oTHOCAT K 3a00JIeBaHUSIM C TypJIepromo0-
HBIM (peHoTurnioM. Kak 1 mpu apyrux MyKomnoamcaxapuuo3ax ¢ JaHHBIM (peHO-
TUTIOM, MallMeHTaM CBOMCTBEHHBI CIlelIM(UUHbIE BHEIIHUE MTPU3HAKHU, TTOSB-
JISIIOIIMECS YK€ Ha IIEPBOM rofay >KM3HU pedeHKa. OOBIYHO OHM MPOSBIISIOTCS
3alIepKKOM pOCTa, AUCIIPOTIOPLIMOHANIBHBIM CTPOEHMEM cKeseTa (KOpPOTKue
TYJIOBUIIIE U 111es], JUIMHHBIE KOHEYHOCTH ), TPYObIMU YepPTaMM JIN1IA, KOCTHBIMU
nedopmanusaMu (Kugo3bl, KupoCKOJIM03bl, BOPOHKOOOpa3Has aedopMmaiius
IPYIHON KJIETKM), TYTOMOIBWXKHOCTBIO KPYITHBIX U MEJIKUX cycTaBoB. Hapsimy
C 3TUM OTMEYAlOTCSI MaKpOTJIOCCHS, TOJHBIE TYObl, TUTIEPTEIOPU3M IJI1a3, 3a-
TMaBliiee MmepeHoche, TUCTpodusa 3yOHOI aMau, Kapuec, rermaTocrieHoMera-
JIMST, TIYTIOYHBIE U TTaXOBO-MOIIIOHOYHBIE TPBIKM, TUTIEpTpodust tumdonaHo-
rO MJIOTOYHOTO KOJIbIIA, MATOJIOTUSI OpraHa 3peHus (MMOMYTHEHWE POTOBMIIHI,
JIayKoMma), ciiyxa (TyrOoyXOCTb Pa3JIMYHOI CTeIIeHU), a TAKXKe Cep/lla, COCYyI0B
(HEemOCTaTOYHOCTh KJIaIIaHOB cepAlia, TUIlepTpoduriecKass KapauOMUOIIaTHsI)
1 OpOHXOJIETOUYHOM CUCTEMEI (alTHOe, CUHYCOOPOHXOIIATUM C 00pa30BaHUEM
OOUJIBHOTO KOJIMUECTBA CIIM3UCTO-THOMHOTO oTAeisieMoro). CHUXXKeHUe UHTE -
JIeKTa, XapaKTepHOoe ISl psiia ApYyrux hhopM MYKOTIOJIMCAXapua030B, TTPU CUH-
npome Maporo—Jlamu He HaOJIOMaeTCS.

Boigenstior aBe dopMbl 00jie3HM — Jierkyio U Tsokenyio [10]. Ilpu merkoi
¢dopMe IPOIOKUTEILHOCTD XKIU3HU OOJIbHBIX MOXKET COCTaBIATh OT 40 mo 50 jeT.
JletanbHBII MCXO IIPU TSDKEI0M (popme cuHapoMa Mapoto—Jlamu, Kak mpaBu-
JIO, HACTYIIaeT B MOIPOCTKOBOM Bo3pacTe Win Ha 20-X rogax XKu3HU IIpodaHIa.
OOBIYHO 32 HECKOJIBKO JIET 10 CMEPTU TakKue O0JIbHbIE CTAHOBSITCSI IPUKOBAH-
HBIMU K MHBAJIMJAHOMY KPecJIy WIN IMOCTeN BCenaCcTBUe AehopMalliK CKeleTa,
3a00JIeBaHUsI CYCTaBOB, KOMIIPECCUU CITMHHOTO MO3Ta 3a CUET Cy>KeHUS TT03BO-
HOYHOTO KaHaJia, a TaKKe TaTOJIOTMU CepIeTHO-COCYANCTON CUCTEMBI M OpraHa
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3peHusi. CieayeT 3aMeTUTh, UTO Kak Jierkas, Tak U Tsokenas hopMa CUHIpoMa
Maporo—Jlamu xapakTepu3yeTcsi CHIDKEHHEM KayecTBa 1 MPOAOJLKUTEIbHOCTI
ku3Hu. Ha puc. 1 12 nmponeMOHCTpUPOBaH BHEITHUI BUI OOJBHBIX C JIETKOM
U TsKeson (popmMamu mykomnosincaxapuaosa VI tuna, HaGoaaBIIMXCS B OTAEE
BPOXIIEHHBIX U HACJIEICTBEHHbIX 3a00J1€BaHUH Y IeTeli C HApYILIEHUEM TICUXUKU
Hayuno-uccnenosatenbckoro kinandeckoro nunetutyta (HMKW) nenuatpun.

Hapywenue pocma. I1pu tsxensix popmax cunapoma Maporo—Jlamu Ha-
OstofaeTcsl 3HaUMTEIbHAS 3a/epXkKa pocTa. Tak, y B3pOCibIX OOJIbHBIX IJIUHA
Tena oObIYHO He TipeBbimnaeT 95—100 cM, YTO COOTBETCTBYET KapJIMKOBOCTH.
IIpu nerkux popmax 3a00€BaHUS POCT MOXKET HOCTUTATh HIDKHEN I'paHMIIbI
HOPMBI 1 cocTaBsITh 140—150 cMm [11].

Puc. 1. BHemnmii Bux 00J15HOii 6 JieT Puc. 2. Buemmnnii Buz 00.1bHoit 10 et
¢ Jerkoii opmoii cunapoma Maporo— ¢ TsKenoi opMoii MyKOnoImcaxapuao-
Jlamu (VI THN MyKonoJmcaxapuao3sa). 3a VI tuna (cunapom Maporo—Jlamn):

rpyoOble uepThl Juia, nedopmManuu cKee-
Ta, MM dy3Has MplieyHas TMIOTOHUS,
TYTONOABUKHOCTb CYCTABOB.



Anomanuu cxeaema. KIImHNIIeCKM aHOMAJIMK CKeJieTa MOTYT ObITh 3aMETHBI
C POXIEHUS — 3TO JOPCOIIOMOApHBIN KO3 B pe3ysabrare MepeaHeil TUmo-
IUIa3UM TeJ MO3BOHKOB. YacThIMU TpU3HAKAMU SIBJISIOTCS KU(O3, CKOJIUO3,
YBEJIMYEHHBIN MOSICHUYHBIN JIOPJ03, COMPOBOXKIAIOIINICS CUIBHBIMU O00JISIMU
B criuHe. TepMUH «MHOXKECTBEHHBIN AU30CTO3» WCIIOJIB3YETCS AJIsI OMTMCAHMS
nedopmalii cKeneTa y HalMeHTOB ¢ MyKonoaucaxapuno3oM VI tuma, BbIsSIB-
JISIEMBIX IIPU peHTreHorpaduu. TakuMy U3MeHEHUSIMU MOTYT OBITh: 3a0CTPEH-
Hble MeTaKaphnajlbHble KOCTU, TUCIIIa3Usl TOJIOBKU Oenpa, nedeKThl pa3BUTHS
TeJ1 TO3BOHKOB, IIUPOKKUE pedpa, KOPOTKME HEPOBHBIE KITIOUHMIIBI.

CylecTByeT pUCK MOBPEXIEHUsI CITMHHOTO MO3Ta B pe3yJjibTaTe HECTAOUIb-
Hoctu I u 11 e iHbIX MO3BOHKOB IIPU AUCILIA3UU 3yOOBUIHOTO OTpocTKa. Kpo-
M€ TOro, aHoMaJIus (pOpMBI TeJI ITO3BOHKOB (YILIOIIeHNE, IIporub Ha3aa) MOXET
MPUBOAUTH K CAABJIEHUIO CITMHHOMO3TOBBIX HEPBOB.

HabGmromaiorcst Hegopa3BUTHE Tasa, OUCIIA3USI TOJOBOK OEIpeHHBIX KO-
CTell 1 BaJbIryCHOE IOJIOXKEHME IIelKK OenpeHHol KocTu. [Iporpeccupyoniue
crubaTtesibHble KOHTPAKTYphl MalbleB (CUMITOM <«KOTTHUCTOW Jiallbl») IMPU-
BOJST K CHUKEHUIO TIOABMXKHOCTU KUCTU U HAPYIIEHUIO TOHKOW MOTOPUKMU.
CrubareyibHble KOHTPAKTYPbl JOKTEBBIX, OCAPEHHBIX M KOJEHHBIX CYCTaBOB
OrpaHMYMBAIOT MOABIKHOCTh M HApYIIAIOT MOXOIKY 001bHOTr0. CII0OCOOHOCTh
K XO[IbO€ TIOCTENEeHHO CHUXAEeTCs U (POPMUPYETCS «XOXACHUE Ha MajblLax».
B xoHeuyHOM uTOre, B pe3ysibrare MaToJOTMU KOHEYHOCTEH U MO3BOHOUHU-
Ka MaluueHThl MOTYT CTaThb MPUKOBAHHBIMU K MHBAJIUIHOMY Kpeciy (puc. 3).
Bcrpeuarorcst aHoManMu rpyiHOM KJIETKW, YTO HETATUBHO CKa3bIBAETCS HA JIbl-
XaTeJIbHOI (PYHKIIMM.

Anomanuu JIOP-opeanoé u dvixameavHoli cucmemsl. HakoruieHue riimko3-
AMUHTJIMKAHOB B CJIM3UCTBIX POTOTJIOTKU U IbIXaTeJIbHBIX ITyTei BMECTE C JIn1Ie-
BbIMU AUCcMOpGhUSIMU (BKJIOUYAs TUTIOILIA3MI0 CPeIHE YaCcTh JIN1IA U aHOMaJIU U

Puc. 3. Buemnuii Buj 60JbHo# 22 JieT ¢ TsoKe0i hopmoii cuaapoma Maporo—Jlamm:
«TypJepnoa00HbIii» GeHOTHI, HOPMAJIbHDII HHTEJLIEKT, OTEPS CIIOCOOHOCTH CAMOCTO-
ATEJILHOTO NePe/IBIKEHHS.
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3y0OB) MPUBOAUT K YBEJIMUYEHWUIO MUHIAJIUH U aJEHOUIOB, CY>KEHUIO Tpaxeu
1 OpPOHXOB, YTOJIILIEHNIO HAITOPTAHHUKA U TOJOCOBBIX CBSI30K, YBEJIUUYECHUIO
s13bIKa, OOCTPYKLMU BEPXHUX AbIXaTeJbHbIX MyTeil. Kak mpaBuiio, mocTossHHO
HaO0II0JaeTCs TYCTOE BSI3KOE OTAEISIEMOe U3 HOCA, XPOHNYECKUE PUHUTHI [12].
Yacrto ormMeuaeTcs moTeps ciiyxa, KoTopasi UMeeT KOHIYKTUBHbBIN U HEMPOCEH-
COPHbIMA KOMIIOHEHTHI.

TToMuMO 0OCTPYKIIMU IBIXaTEbHbBIX TTYTEM, Y O0JIbHBIX C MyKOIIOJIMCaXapu-
no3oM VI tuna opmupyercs JerouHsiii Guodpo3. Heboblas 1 MaIonoaBIXK-
Hasl Tpy[Has KJjeTka, Kudos, CKOJIMO03 U 3HAYUTEIbHbIN MMOSICHUYHBIIA JIOPA03
cirykat (hakTopaMu, IpeipacroiaralolliuMU K ero pa3BUTHIO.

OOCTpyKLIMSI BEpPXHUX [IbIXaTEJbHBIX MYyTEll YacTO MPUBOAUT K arHO3
BO CHE, KJIMHUYECKUMU TPU3HAKAMU KOTOPOTO SIBJISIIOTCS POTOBOE JbIXaHUE,
Xpall 1 0eCIIOKOMHBIN COH. Pexke HaOmMogaoTCsa JHEBHASI COHJIMBOCTD, OTCTa-
BaHUE B (GU3MUECKOM Pa3BUTUU, TTOBBILLIEHUE IaBJICHUS B JIETKUX U (POpMUPO-
BaHME JIETOYHOTrO cepjaua. B pesysnbraTte 6€CIOKOMHOrO CHa MOTYT BO3HUKATh
TPYAHOCTU C OOYYEHUEM U MOBeACHYECKHE OTKJIOHEeHUs. YacTble MHeBMOHUHA
MOTYT ObITh OOYCJIOBJI€HBI TTOBBIIIEHHOW MPOAYKIMEH CEKpeTa U ero 3aCToemM
B ObIXaTeJbHBIX MyTax [13].

Anomaauu cepoya. Y TalMEHTOB, CTpagaloOlIMX CHUHIPOMOM MapoTo—
Jlamu, yacTto BCTpeualoTCsi aHOMaJIMU Ceplilia, KOTOpPble MHOIAA CTaHOBSIT-
csl TIPUYMHON JieTaibHOTO ucxona. Pa3BuTue cepaeuyHOl HETOCTAaTOUHOCTHU
y MPO0aHI0B C MYKOTIOJIMCAXapU103aMHU CBSI3aHO C aHOMaJIbHBIM HAKOTIJICHU-
eM TJIMKO3aMMHIJIMKAHOB (IIpeMMYIIEeCTBEHHO AepMaTaHCyJIb(daTa) B cepale,
ero KjarnaHax M KpOBEHOCHBIX cocynax. HapacraHue creneHu cepJeuHoOl He-
JIOCTaTOYHOCTH HAOJI0AAETCsl ¢ BO3pAacTOM. [1epBbIM CUMIITOMOM TMOpaKeHUst
cepaua npu mykoroiaucaxapuaose VI tuna sipyisieTcst nporpeccupytoiiasi nato-
JIOTHSI KJIallaHOB (CTeHO3 M/WJI HEIOCTaTOYHOCTh). boiiee BripaxkeHo rmopaxe-
HUE MUTPAJIBHOTO U a0PTaJIbHOTO KJIAIMaHOB, OJHAKO MOTYT 3aTparuBaThCsl BCe
KJanaHbl cepaua. Hambosee yacTto peryprutanus HaOMogaeTcsl Ha MUTPaIb-
HoM (96%), tpexctBopuatoM (71%) u aopranbHoM KiarnaHax (43%). CreHo3
MUTPaIbHOTO U a0PTAJIBHOIO KJIalaHOB BCTpedaeTcs y 7% OOJIbHBIX.

YV nmaumeHToB ¢ cuHapoMoM Mapoto—Jlamu 4acTo oTMe4aroTcss aHOMAaJINU
Ha DKI, cpenn KOTOphIX HanboIee 3HAYMMBI: CHYCOBasi TAXUKAPAMS, OTKJIO-
HEHMUSI 3JIEKTPUUECKOI OCU cepjlia BIPaBO U BJIEBO, MPU3HAKU YBEJIMYEHUS
Npeacepauid.

CucreMHasl TUIIEPTEH3USI MOXET ObITh CONYTCTBYIOIIMM 3a00JieBaHUEM
U, KaK TMpaBujio, CBsI3aHA C Cy>KEHUEM aopThl, MIOYEYHOU apTepuu WU XpO-
HUYECKOI mepuomuveckoil rumoxkcueil. Kapauomuomatusi Ipu CHHIPOME
MapoTto—JlamMu BcTpeuyaeTcs peaKko U TOJLKO IIpU JIETKUX (hopmax 3aboseBa-
Hus. Mykononucaxapuno3y VI Tumna cBOMCTBEHHBI TaKKWe aHOMAaJMU Cepla,
KaK Cy>XXeH1e KOPOHAPHBIX apTepuil U JIerouHast TuriepreHsusi |14, 15].

Ilopascenue opeana spenus. HapylieHue 3peHUs SIBJISIETCS paclpocTpa-
HEHHBIM CHMIITOMOM W OIUATHOCTHpYeTcsi mpumepHo y 40% mnanueHTOB
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¢ MmyKomnoaucaxapuao3om VI tuma, mpu 31oM y 15% GONBHBIX HAOIIOIAETCS
3HAYUTEJIbHOE CHIMKEHUE 3peHUsI (COXpaHsIeTCs TOJbKO CBETOBOCHIPUSITHUE).
V maumeHToB MpeBaIMpPYeT ITOMYTHEHHE POroBulbl (95%), mipu saTtoM y 38%
13 HUX HapylIleHWe XapakKTepu3dyeTcs Kak Tsokenoe. ToTajbHOE IMOMYyTHEHUE
POTOBULIBI U €€ YTOJIIIIEHNE MOTYT CAeJIaTh HEBO3MOXKHBIM U3MepPEHNE BHYTPU-
[JIA3HOTO AAaBJICHUS, a TAKXKe BU3YaJM3alldI0 CETYATKU U 3PUTEJbHOTO HEPBa.

Petunonatust ipu Mykomnoiaucaxapugo3de VI tuma mo cpaBHEHHIO ¢ CUH-
npomamu Iyprep u Xanrepa (I u 11 Tunber Mmykomonuncaxapyao3a) BCTpedaeTcs
PENKo, HO BCE XK€ MHOT/IA BBISIBJISIETCST Y HEKOTOPBIX MameHToB. Hapsiay ¢ aTum
MOXeT HaOJII0aThCsI HOUHASI CJIeTIOTa WK OC/IabieHre 3peHus.

VY 50% 060JIbHBIX OTMEYAETCsl OTEK AMCKA 3PUTEIBHOIO HEpBa JIETKOI WK
cpenmHeil crerneHu, a aTpodus 3pUTETLHOTO HEpBa JUATHOCTUPYETCS TOJIBKO
y 15% mnpoGaHmoB. DKCKaBalus IUCKA 3pUTEIbHOIO HEepBa CBSI3aHA C IOBBI-
IIEHHBIM BHYTPUIJIa3HBIM JdaBieHrueM. OTeK 3pUTEeIbHOTO HEpBa MOXET OBITh
BBI3BaH TIOBBIIIEHUEM BHYTPUYEPEITHOTO JABJICHUS, HAKOTUIEHUEM TJIMKO3-
aMMHTJIMKAHOB B HEMPOHAX 3pUTEJIbHOTO HepBa WM €ro KOMITpecCueil, a Tak-
K€ YTOJIILIEHUEM TBEPIO MO3TOBOI 000JJOUKY B MECTE TTPOXOKIECHUS 3pUTEIb-
HOTO HepBa.

IToBblIIEHNE BHYTPUIJIA3HOIO OaBJIeHMsI BCTpedaercss y 50% mMmauueHToB
¢ cuHapoMoM Maporo—JlaMu, 0OJHAKO YTOJIIEHUE POTOBOI 000I0YKI MOXET
J1aBaTh JIOXKHO BBICOKME 3HAaYeHUs. [l1aykoma MOXeT ObITh O0YCIOBJICHA CyXKe-
HUEM yIja IepeIHell KaMepbl MPUOOLMINAPHON KUCTOI (3aKpBITOYTOJIbHAS
rJlayKoMa) WM OTJIOXKEHUEM TJIMKO3aMUHIJIMKAHOB B TPaOEKY/ISIPHBIX KIIET-
Kax ¢ OJIOKMpPOBaHHOI 0OpaTHOII abcopOiueil (OTKPLITOYTOJIbHAS [JIayKoMa).
Y HEKOTOPBIX OOJIbHBIX C paHee IMarHOCTUPOBAHHOM TJ1ayKOMOI MOBBIIIIEHHOE
BHYTPHIJIA3HOE JaBI€HNE HOPMAINU30BAIOCH ITOCIE TTepeECaaKN pOrOBUIHI [16].

Cumnmombol, césa3anHble C UEHMPAAbHOU U nepugepuueckol HepeHOU cuc-
memoi. Tunpouedanusi, mopaxeHue CIUHHOTO MO3ra M KOMIIPECCHOHHbIE
HeMpornaTuu SIBISIIOTCS CaMbIMU 3HAYMMBIMU HapyIIEHUSIMA CO CTOPOHBI
HEPBHOM CUCTEMBI Y MALIMEHTOB ¢ CUHAPOMOM MapoTto—Jlamu. Y 60IbHBIX 10-
KYMEHTHPOBaHa TaKXKe TaKasl JacTas HEBPOJOTUYECKas MaTOJOTHsI, KaK CUH-
JIPOM 3aIsICTHOTO KaHaja. LlepBUKaabHas MMEONaThs ¢ HeCTaOMIbLHOCTBIO
I u 1l meiHBIX MO3BOHKOB WJIM KOMIIPECCUEN CIIMHHOTO MO3ra BCTpPEYaeTcCs
pexe. Heobxoamnmo Kak MOXKHO paHbIIIe BRISIBISITh JAaHHBIC HAPYILISHUST, YTOOBI
CBOEBPEMEHHO Ha3HAYUTh aJIcKBaTHOE JICUSHUE.

Cundpom 3ansacmuoeo Kanana BbI3bIBAETCSI KOMITPECCHEl CPeIMHHOTO HepBa
B pe3ysibTaTe HAKOIUIEHUs TJIMKO3aMWHIJIMKAHOB B CBSI3KE, YAepXKHUBAIOIICH
CYXOXKUJIMS MBI -crudareneit. Cunapom ycyryosieTcs aepopManneis KocTei
B obiactu 3amsicThsa. CreayeT oOpaTUTh BHMMaHME, YTO MALIMEHTHI ¢ MYKO-
nonucaxapuno3oM VI Thma peako akTUBHO XKAIyIOTCSI Ha XapaKTepHble 001
U TTapecTe3nn, OHAKO MHOTME U3 HUX MPU cOOpe aHAMHECTUYECKMX JaHHBIX
JIAIOT TOYHYIO XapaKTEPUCTUKY ITUX MAaTOTHOMOHUYHBIX CUMIITOMOB. DJeK-
TPOGU3NOIOTUYECKUE MCCIEAOBAHUS CBUACTEILCTBYIOT O HAJIMYMU Y OOJIb-
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LIMHCTBA OOJIbHBIX MPOTPECCUPYIONIETO IBYCTOPOHHETO CUHIPOMA 3aMsICTHOTO
KaHaJjia, 3a4acTylo B Tskes1oii popme [17].

Coobwarowasca eudpoyegpanus. CUUTaETCsI, YTO TIOBBIIIEHHOE BHYTPU-
YyeperHoe aBjieHue y MalureHToOB ¢ MyKorojarcaxapuao3oM VI tumna BeI3BaHO
YTOJIILIEHMEM TBEpJOM MO3TOBOI1 000I0YKY U NUC(HYHKIMEH apaXHOUAAIbHBIX
rpanysinuii. JluarHos cooOluaroieiics ruapouedaliny Mo pe3yabraTaM KOM-
MBIOTEPHOU WM MarHUTHO-pe30oHaHCHOM Tomorpacduu (MPT) yacto 3aTpyn-
HEH, MOCKOJIbKY PaCUIMPEHUE XKEeTYI0UKOB MOXET ObITh CBSI3aHO ¢ aTpodueit
KOpBI TOJIOBHOTO MO3Ta. B Takux ciiydasix JOJKHO ObITh TIPEAYCMOTPEHO TIpsi-
moe u3mepenue gapiaeHus B LIHC. TunuuHble mpu3Haku 0OCTPYKTUBHOI TH-
npouedanuu (rojioBHast 00Jb II0 yTpaM, PBOTA U OTEK 3PUTEJIbHOTO HEpBa) He-
PEIKO OTCYTCTBYIOT, XOTsl Y HEKOTOPBIX MAllMEHTOB MOXET OTMEUaThCsl Pe3Koe
yxyauenue 3peHus [18].

Komnpeccuonnas  muenronamus. Tlporpeccupyioiiasi KOMITPECCUOHHAst
MUeJIonaThsl CrocoOHa 3aTparuBaTh CHMHHOW MO3T OOJbHBIX C MYKOIOJIU-
caxapuso3oM VI Tura Ha pa3HbIX yyacTKax, HO yallle BCEro Mmopaxaercs Iiei-
HbIi oTnen. [IpuunHOl 3TOl MAaTOJIOIrMKU MOTYT OBITh: IMOCTEIIEHHOE HAKOILIE-
HUE IMTIMKO3aMUHIJIMKAHOB B TBEPIOM MO3rOBOM 000J10UKe U MOICPKUBAIOIIIUX
CBsI3KaxX, KU(MOCKOINO3 U KOCTHBIN cTeHO3. [1epBble Mpu3HAKU KOMIIPECCHUOH-
HOU MUEJIONATUX MOTYT IMarHOCTUPOBATHCS TIPY HEBPOJIOTMYECKOM 00CIIen0-
BaHUU U MPOSIBISATHCS MPOBOJAHUKOBBIMU CUMIITOMAMM; TI03XE Pa3BUBAETCS
CJ1a0OCTh B HUXKHUX KOHEUHOCTSIX, BIIOCJIEICTBUU MEpeXosiiias B CliacTuiec-
KYI0 maparuieruio wiu rerparmieruio [19, 20].

OnddepeHumanbHaa amarHocTuka

Bpau Moxer 3aroao3puth MyKOIOJUcaxapuao3 Ha OCHOBE KJIMHUYECKUX
IposIBIeHU. Y OOJIbHOrO pedeHKa HaOMIOHAloTCs 3aJepxKKa pocTa, IpyObie
4YepThl JIulia, nedopmalius cKeieta, yacTble MH(GEKIIMNA BEPXHUX IbIXaTeJIbHbIX
MyTel, yBeJMUYeHUe MeUYeHU U CeJIe3eHKU, KOHTPAKTYpbl CYCTABOB, XKECTKUE
U TYCTbI€ BOJIOCHI.

JuddepeHnalbHbII OIMAarHO3 IIPOBOOMUTCS C CUCTEMHBIMM CKEJeT-
HBIMU JMUCIIA3USIMU U APYTUMHU JIM30COMHBIMU OOJIE3HSIMU HAKOIUICHUS,
B TMEpBYIO oO4Yepelb, C TypJeprnoJoOHbIM (PEHOTUIOM: MYKOJIUIUA03aMMU,
o-MaHHO3uA030M, MyKonosincaxapuaozamu I, 11, 111 u VII Tunos, mHoxecT-
BEHHOM cynb(daTa3HOi HEIOCTaTOYHOCThIO.

Ha k1nHnueckom ypoBHE pa3inurTh TUIIbI MyKOTIOJIMCaXapu1030B ObIBaeT
JIOBOJILHO CJIOXHO, IMMO3TOMY JJIsl TOUHOW MAEHTU(UKALIMA HO30J0TMYECKOM
¢dopMmEbI 3a001eBaHUSI HEOOXOAUMO IIPOBEASHME JIA00OPATOPHOU TUATHOCTUKU.
JI1st Tpex KIIMHUYECKUX BapuaHTOB cuHIpoMa Iypiep (Mykomoaucaxapumos
I tuma) u cungpoma Xanrtepa (II Tunm mykomojmcaxapumosa) XapaKTepHO
MPUCYTCTBUE B MOYE JiepMaTaH- M TrenapaHcyibdaToB, a sl MyKomnojuca-
xapupo3a III tuna (cunapom CaH(UIMIIIIO) — TOJBKO remapaHcyiabgara
(puc. 4). bonbpHbIE ¢ MYKOJIMIIMAO3aMU TakxKe 00J1amaioT (peHOTUIINUECKUM
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CXOACTBOM C 0OJIBHBIMU C CUHAPpOMOM MapoTto—Jlamu (MyKomoancaxapumao3
VI tuna), Ho HOpMaJbHBIE IMOKA3aTeJM ITOYEUYHON 3KCKPELUMU TINKO3aMU-
HOTJIMKAHOB IPU JAHHOW TpyTine 3a00JieBaHUI MO3BOJISIIOT UCKIIIOUUTD 3TY
MaToJIOTHUIO.

I1pu MHOXeCTBEHHOI1 Cyb(haTa3HOM HEAOCTATOYHOCTU (MHOXKECTBEHHbII
cynbdaTumo3, TUIl AyCTUHA), TIOMAMO CHIDKEHUS (pepMEHTaTUBHOM aKTUBHO-
¢ty apuicyibdaTassl B B eifikonuTax nepudepruieckoii KpoBU, ONIPEASISIeTCS
HU3Kas aKTUBHOCTD elle 6 cyiabdaras. YKazaHHOMY 3a00J1€BAHUIO CBOMCTBEH-
HBI TaKKe (He XapaKTepHble IIsd cuHapoma Mapoto—Jlamu) nopaxkeHue 6eJ10-
ro BEIIEeCTBa rOJIOBHOTO Mo3ra (Jieiikoguctpodus mo naHHeiM MPT), uxtno3s
U CHIDKEHUE UHTeJIIeKTa [21].

VY naiueHToOB € O.-MaHHO3UJ030M, B OTJIMYME OT MALUEHTOB C MYKO-
nonucaxapuno3om VI tuia, HaOIIOgAIOTCS BEICOKME UM CPEeIHME MOKa3aTe-
JIM QU3NUYECKOTO Pa3BUTUS, TYTOYXOCTh U CHUXXEHUE uHTeekTa. [1pu aTom,
Kak MpaBUJio, OTCYTCTBYIOT TYTOTIOABUXHOCTh CYCTABOB U TOMYTHEHUE POTO-
BUILIBI.

B omiuuue oT cnoHaMa03NMU(U3ApHON AUCTUIA3UU PEHTTEHOJIOTUYECKUe
U3MEHEHUsl TPyOUaThIX KOCTEN M MO3BOHOYHUKA y OOJIbHBIX C MYKOIIOJIMCcaxa-
pUA03aMU HOCST MHOM XapakTep.

JlabopaTopHasa guarHocTuka

IMoaTBepkaaroniasi OMOXMMUYEcKasl TUArHOCTMKA MYKOIOJMCcaxapuao3a
tuna VI 3akimovaercss B KOJIMYECTBEHHOM OIpeNeIeHUH TJIMKO3aMUHOTIMKA-
HOB MOYH, aHAJIM3e UX CIIEKTpa U U3MEPEHNN aKTUBHOCTH JIM30COMHOTO (hep-
MeHTa apwicyibdara3sl B B jeiikouuTtax rnepudeprieckoii KpoBH, IIIa3Me
KPOBU UJIU KyJIBType KOXHBIX (hruopoomactoB. JIHK-auarnoctuka He sIBasIeTCSA
00s13aTeTbHO JUISI TIOATBEPKIESHMS IMAarHo3a, HoO MOXeT ObITh peKOMEHI0BaHa
B CJyyae HEOJHO3HAYHBIX PEe3YIbTaTOB OMOXUMUUYECKUX UCCIISIOBAHUI U C 11e-
JIbIO TIPOBEACHUS TPEeHATATbHON WM TPEeUMILIAaHTAMOHHON TUAarHOCTHKK
B CEMbeE.

Hccaedosanue 2AuK03aMuH02AUKAHO8 MOHU

IIpu cunopome Maporo—JlamMu cymMmapHas 3KCKpelusl TJIMKO3aMUHO-
[JIMKAHOB B MOYe, KakK MPaBUJIO, MTOBBIIIIEHA, OJHAKO TPH JIETKHX hopmax 3a-
0oJ1eBaHMsI MOXET OBITh B Ipenesiax HOpMbl. boiiee MH(MOPMAaTUBHEIM TECTOM
SIBJISIETCST BJIEKTPO(hOpPe3 IKCKPETUPYEMBIX ¢ MOUYOI TJIMKO3aMUHOTIIMKAHOB,
C MOMOIIBIO KOTOPOTO OMpPENeNsIioT UX CIeKTp. [Ipu Mykomoaucaxapuaose
VI Tuna BBISIBISIIOT MOBBIIIEHHYIO 9KCKpeluio aepMmaTaHcyiibdaTta. O0pasibl
HU3KOKOHIEHTPUPOBAHHOW MOYM TIPEICTABISIOT CYIIECTBEHHYIO TpooOIie-
My JUISI aHaJIM3a YPOBHSI MIMKO3aMUHOIJIMKAHOB, M cMHApOoM Maporo—Jlamu
y MalMEeHTOB MOXKET ObITh He TMarHOCTUPOBAH, MTOCKOJIBKY JepMaTaHCcyabdar
He 9KCKpeTupyeTcs: B 0oJblnx KoundecTBax [22]. Ha puc. 4 ipencrasieH aj-
roput™ audbepeHIMaTbHOM TMarHOCTUKY MYKOTIOJIMCaXapyua030B Ha OCHOBA-
HUU aHaJIn3a CIeKTpa IMKO3aMUHOTJIMKAHOB MOYH.
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Al 8 moue npu MIC

fenapaH — [LepmataH — KepataH — AepmataH —
cynbdatu
cynbdar cynbdar cynbdar renapaHcynbdar
I I I I
mncii
Mncvi MMCIVA,B mnci, i, vi
(Bce noaTUnbi)
J / J J

Puc. 4. Anropur™ muddepennnanbHoii MMATHOCTHKH MyKonosmcaxapuao3os (MIIC)
HA OCHOBAHMH AHAJM3A CHEKTPA NMUKOo3aMuHONTUKaHOB Moyl (TAK).

Onpedenenue aKkmueHocmu AU30COMHbIX (hepmenmos

«30JI0TBIM CTaHIAPTOM» AMATHOCTUKM MyKoIrojucaxapuao3a VI tuma sB-
JIIeTcsl ompenesieHue aKTMBHOCTU JIM30COMHOTO (epMeHTa apuiicyibdara-
361 B. AKTUBHOCTB apwicyibdaTassl B B 1eiiKonuTax KpoBU U3MEPSIETCS C UC-
MOJIb30BaHUEM MCKYCCTBEHHOTO XpOMOT€HHOTIo cyocTpaTa. Takke pa3zpaboTaH
TECT TI0 OTpeNeeHNI0 aKTUBHOCTH (hepMeHTa B IMSITHAX BBICYIIEHHON KPOBU
METOJIOM TaHIEMHOI MacC-CIeKTPOMETpUHU. Y MalMeHTOB ¢ CMHAPOMOM Ma-
poro—JlaMi aKTMBHOCTb (hepMeHTa 3HAYMTEIBHO CHMKEHA W COCTaBJIseT
0—15% ot HopMmBbl. CliemyeT OTMETUTh, YTO OIPEAc/IEHHEe aKTHMBHOCTU (ep-
MEHTOB B ITSITHAX BBICYIIEHHOW KpPOBU SIBJSIETCS CKPUHUPYIOUIUM TECTOM,
KOTOPBI MOXKET JaBaTh JIOXKHOIIOJIOXWUTEAbHBIE pe3ynbraTel [23]. His momn-
TBEpPXKIEHMST AUArHo3a o00s3aTebHBIM SIBJISIETCS OIpeleieHne aKTUBHOCTU
apwicyiabdartasel B B eiikouuTax mnepugepruyeckoil KpOoBU WM KYJIbType
KOXHBIX (hnOp0o0IacTOB. AHAINU3 JOKEH IMIPOBOAUTHCS P HATMYNUY KIIMHM -
YeCKMX MPU3HAKOB, YKa3bIBAOIINX HA MyKorojaucaxapuao3 VI tuma. OgHako
D. Brooks u coasr. (2005) [24] cooOuiuan o mauueHTe 6e3 SBHBIX KIMHNYECKUX
MPpU3HAKOB cuHApoMa MapoTto—JlaMK, ¢ HU3KMMU TI0Ka3aTeJsIMU TTOUeYHOM
9KCKpELIMM JAepMaTaHCyabdaTa, AByMsS MYTaHTHBIMM ajuiesiiMu reHa ARSB
Y KaTaIMTUYECKOM aKTUBHOCTBIO (hepMeHTa apuicyibdaTassl B, cocrapisio-
meil 5% OT HIKHEW TpaHMIbl HOPMbL. McciaenoBareid MpearnoIoXuId, 9To
9TOT CJIy4Yaii MpeacTaBisl COOOI TpUMeEp MOTPAHUYHOTO KITMHUYECKOTO CTIeK-
Tpa cuHapoma Maporo—Jlamu.

Jns puddepeHIaIbHON TMarHOCTUKY cuHaApoMa Mapoto—Jlamu ¢ MHO-
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JKECTBEHHOM CyIb(haTa3HON HEeIOCTATOUHOCTBIO HEOOXOAMMO IOTIOJHUTEIb-
HOE ompee/ieHne aKTUBHOCTH IPYTUX Ccyabdara3 B Tuta3Me 1/Win B JIEUKOLM-
Tax KpoBu [25].

JIHK-0uazcnocmuxa

B ciydyae HeomHO3HAUYHBIX PE3YJBTATOB OMOXMMHWYECKHUX MCCIIEIOBAHUIA,
a TaKkKe C LIETbIO OCYIIECTBICHUS MPeHAaTaTbHOM TMarHOCTUKK Ha paHHUX CPO-
Kax 6epeMEeHHOCTH WM MPEUMIUIAHTAIIMOHHOM TMarHOCTUKU PEKOMEHIYeTCS
MpOBeIeHNe MOJEKYJIPHO-TeHeTUYECKUX McclienoBaHuii. MaeHTndukanms
MyTallMii HaYnHaeTcs ¢ 3abopa oopasua JAHK y manuenTa, mist moaydyeHus Ko-
TOPOTO UCIIOJIB3YeTCSI KPOBb JIMOO Ct0HA. BOIBIIMHCTBO MyTalMii Y OOJIbHBIX
¢ MykornoJjiucaxapuao3oM VI Trra MoxeT ObITh BBISIBJIEHO C IMOMOIIbIO CTaH-
IapTHOTO ceKBeHUpoBaHUs — Iocie BeiaeaeHus JAHK ncrmoab3yioT monumepas-
Hy1o uenHyio peakuuio (I1L[P) nist Toro, 4To0b aMIInULIMPOBaTh KOAUPYIO-
1IyI0 00J1aCTh TeHa; KaxXablil mojaydeHHbIi [T P-nmponykT 3aTem moaBepraeTcs
CeKBeHUpOBaHUIO; nociaenoBareabHocTh JHK rena ARSB nmauueHTa cpaBHU-
BalOT ¢ pedpepeHCHOM. 3apyOeKHbIe UCCeA0BAHMS II0Ka3auIu, 9To B reHe ARSB
BBISIBJISIIOT MUCCEHC M HOHCEHC MYTalluu, OeJIelIuu, WHCEPIIMU, MyTalluy caii-
TOB cIutaiicunra. Hamnbosee gyactoit myrauueii apisercs ¢.629A>G (p.Y210C),
KOTOpYIO HaxomaT y 18% maumentos; myrauuio ¢.1151G>A (p.S384N) oGHa-
pyxuBaior y 12,4%, a myrauuio ¢.944G>A (p.R315Q) — y 11,4%. OcranbHble
MyTaiuu BeisBIsiioTcs B 10% ciydaeB. HekoTopbie MyTaliy He MOTYT ObITh 00-
HapyXeHBI ¢ TIOMOIILIO CeKBeHUpoBaHus [26, 27]. Ecin myranmii He oOHapy-
KEHO B ABYX ajiefisix reHa ARSB, To peKoMeHIyeTCsl IPOBECTU ITOMCK AeIeLNiA
reHa ¢ MCIOJIb30BaHMEM TaKMX METOIOB, KaK MYJIbTUTUIEKCHAS aMILT(UKALIAS
nurasHo-cBsi3aHHbIX 1po0 (MLPA), TILIP B peanbHOM BpeMeHM WM CEePUIi-
Hasl CpaBHUTEJIbHASI TeHOMHas ruopunmn3anns. Kak ObUIo moKa3aHo B psIIe UC-
cJelIoBaHMi, MPOBeAeHHBIX B Poccuu, y MaliueHToOB ¢ MyKOTOJIMCAXapua030M
VI tuna Hanboaee yacToit apnsiercsa mytauusa R152W, mosaromy pekomeHmyeTcs
HauMHATh TECTUPOBAHUE C aHAJIM3a Ha JaHHYIO MYTalldiO U TOJIBKO 3aTeM pe-
1IaTh BOIIPOC O IIPOBEAEHUH MOJIHOro aHaau3a reHa ARSB [28].

B tabn. 1 cymmupoBaHbl MyTaluu reHa ARSB, oOHapyXeHHBIE Y POCCHIi-
CKux 00JIbHBIX ¢ cuHIApoMoM Mapoto—Jlamu. Kak BUIHO, y pOCCUICKUX OOJIb-
HBIX JOBOJIBHO BBICOK (26%) MPOLICHT MyTalLlMii, BbISIBJICHHBIX BIICPBHIC, a Cpe-
M MyTallMii, ONMUCAaHHBIX paHee, HauboJiee yacToii aeistercss R152W (35%).

JleueHue

B neyenun 601bHBIX ¢ MyKONoaMcaxapuno3oM VI Tiiia UCIoIb3yeTcs: CUM-
MTOMaTUYeCcKasl, 3aMeCTUTEJIbHAsI 1 KOPPUTUPYIOLIast Tepanusi. 3TO0 OTHOCUT-
csl K MPUMEHEHUIO TernarorpoTeKTOPOB, HOOTPOTOB, CEPIEYHO-COCYIAUCTHIX
U MPOTUBOBOCIIAJIUTENbHBIX CPEICTB, BATAMUHOB U MPenapaToB, yJaydlIalonmx
AHTUOKCHUIAHTHYIO 3aIlIUTy U IPOLECCHl KJIETOUHOM OMoaHepreTuku. B Tad. 2
MPENCTABJIEH KOMIUJIEKC TEPATIEBTUUECKUX BO3IECUCTBUI, HA3HAYEHHBIN B OT-
NeJICHNM BPOXIEHHBIX U HACIeICTBEeHHBIX 3aboneBanuii y geteii HUKMU me-
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Tabnuya 1. Myramum rena ARSB y poccuiickux GOJIbHBIX ¢ cHHApoMOM MapoTo—
Jlamu (n=230)

Myranus Yacrora Bctpeuaemoctu, %
R152W 35
C521Y 13
R315X 8
Y210C 6
L98P 6
T92K 6
Q88X 4
Jlpyrue penkue MyTallu, BbIsIBJEHHBIEC BIIEPBbIE 26

nuatpuu pedeHKy 12 et ¢ cuanapomom Maporo—Jlamu. Kak BugHo 13 Tad1. 2,
Hapsimy C TIEPeYMCICHHOW BBIIIE TPYMIION TperapaTroB JieYeHHWe BKITIOYaeT
HCTOJb30BaHNE HECTIEM(MUUECKUX CTUMYJISITOPOB POCTa U CPENCTB, HAIpaB-
JIEHHBIX Ha 00pH0Y C OCTEOINIOPO30M (OKCHIEBUT, OCTEOTCHOH ), HEPEIKO BCTpe-
yamumMmcs pu mykononucaxapunose VI tuma [10]. ITamueHtam MoryT ObITh
Takke Ha3HAYeHbl MEIMKAMEHTHI JIJIT HOpMaJU3alliy BHYTPUTJIA3HOTO JaBJie-
HUS U YCTpaHEeHUsT aMOJIMOTIMHY; B HEKOTOPBIX CITyJasiXx peKOMEHI0BAaHO HOIIIe-
HUE KOPPEKTUPYIOIINX JINH3.

B Hacrosiee BpeMsi He CYLIECTBYET CHelM(PUISCKUX METOIOB JICUECHMS
aHOMAaJIMi HWKHUX IbIXaTeIbHBIX IyTel, B TaKMX CIydasX PEKOMEHIYeTCS
MPUMEHSITb arpeCCUBHBIN METOJ YCTpaHEHMS ceKpelnn. TakKe MOXKeT ImoTpe-
0OoBaThCs JeYeHUE aHTUOMOTHKAMH. Y psima OOJbHBIX CJIEIyeT pacCMOTPETh

Tabauya 2. Kommieke TepaneBTHYECKHX CPEICTB s JIedeHHs: 00IbHBIX ¢ CHHIPOMOM
Mapoto—Jlamu

TTpenapat PazoBast no3a KpatHocTh JITUTEeTbHOCTD Yucno
HCTIOJb30BaHUS, Kypca, KypCcoB
pa3 B I€Hb MecC B ron
Bnbkap 30% pactBop 300 mr (1 mur) 2 2 3
HeiipomynbsTuBut 1 npaxe 1 1 4
Kosnsum Q 30 mr 2 1 4
Pubokcun 0,021 1 1 4
[Tananrun 1 TabneTka 2 1 4
Bccenumane popre 1xancyna 3 1 6
KaBuHTOH 0,025r 2 1 4
Hootponun 0,41 2 1 4
OKCHIEBUT 0,5 MKT 1 6 Hem 3
OcCTeoreHoH 1 TabneTka 2 1 3
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BO3MOXHOCTb BaKIIMHAIIMU MTPOTUB PECITMPATOPHBIX MATOTEHHBIX BO30YIUTE-
JIeli, TaKUX KaK BUPYC IPUTTIA U TTHEBMOKOKKHU.

Dusuomepanesmuneckoe aevenue. B KOMIIEKC CUMIITOMAaTUYECKON Tepa-
UM Ipy MyKorojucaxapuaose VI tuma o6s3aTebHO BXOAIT (PU3UOTEepaIeB-
TUYECKUE MPOLIEAYPHI, CPEIU KOTOPBIX HanboJiee 3HAYMMBI CJIEYIOIINE:

— anekTpodope3 1uaa3bl Ha 001aCTh HOPAXKEHHBIX CYCTaBOB;

— MarHuToTepanus;

— mapachWHOBBIE aNTUIMKALINN;

— J1a3epHasi yHKTYypa.

Pexomennytorcst 3aHgatusgs JIOK ¢ mnpenMyllecTBEHHBIM BO3ICHCTBUEM
Ha OIOPHO-ABUTATE/IbHbIN anmapar (I03BOHOYHMK 1 CYCTaBbl) 1 OOIIMIL Maccaxk.

Bounbiioe BHUMaHUe yaensieTcsl TakXKe caHallMd XPOHMYECKHX 0YaroB MH-
(hbex1MM HOCOTIOTKY M TIOJIOCTH PTa.

Xupypeuueckoe aeuenue. B inanoBom rnopsijike (Ha (hoHe KOMIUJIEKCHOM 00-
IIEYKPETUISIONIE Teparm) OCYIIECTBIISIIOT XUPYyPrUiecKre BMeIaTeIbCTBa:

— aHTUTJIAyKOMAaTO3HbIE OTIepaIInN;

— TpbIKeceyeHue;

— aJleHOTOH3WIJIOKTOMMUS;

— NIYHTUpOBaHUE TUApOLehaTnN;

— TpPaxeoCTOMMUSI;

— oTepaluu 1o MOBOAY KapHaJbHOTO TYHHEJIbHOTO CUHIPOMA;

— TIpOTe3UpPOBaHME KJIANaHOB CEP/ILIa;

— TIpOTe3UpPOBaHMUE Ta300eIPEHHOTO CyCTaBa.

W3 mepeurcaeHHBIX OlepaTUBHBIX BMEIIATEIbCTB y TTAIMEHTOB C CUHIPO-
MoM Maporo—Jlamu Hanbonee BOCTpeOOBaHbI TPhIKECEUCHNE, aleHOTOH3UI-
JIDKTOMUS ¥ IIYHTUPOBaHUE TUAPOLedaNInu, KOTOPbIe BHITOTHSINCH U Y POC-
cuiickux 6oabHbBIX [10]. HekoTophIM mamnueHTaM mokKa3aHa TPaxeoCTOMUS IS
JIeYeHHUsI OCTPOTO OOCTPYKTMBHOTO altHO® BO CHE, KOTrJa MEeTOJ BeHTWISLIUYN
JIETKMX OKa3bIBaeTcsl Hed(heKTUBHBIM. TpaXxeoCTOMUSI MOXKET BBITIOTHSTHCS
TakXe B KaueCTBE HEOTIOKHOM MOMOIIHN ISl KYITUPOBAaHMS OCIOXHEHUI MpU
aHeCTe3MH BO BpeMsI XMPYPruyecKoro BMellaTeIbcTBa. Hepenko TpaxeocToMust
HeoOXxoaruMa 00JTbHOMY B KaueCTBE MAJJTMATUBHOM MTOMOIIM B TEPMUHATbHOMN
cTaguu 3a00JIeBaHMS.

IMpy HaIMYMKM TOBBILIEHHOTO BHYTPUYEPEITHOTO JABJICHUSI BEHTPUKYJIO-
MEePUTOHUATBHBIN IIIYHT MOXET TTOMOYb M30eXKaTh aTpohUM 3pUTETHLHOTO He-
pBa, MPUBOJIAIIICH K TTOTepe 3peHusT y psina nanueHToB. ClieayeT pacCMOTPETh
BO3MOXHOCTb HEMPOXUPYPTUIECKOI TEKOMITPECCUN 3pUTETHLHOTO HepBa. Bo3-
MOXHa TaKKe Tepecaaka poroBUIIbl (CKBO3HAsI KepaTOIIaCTUKA) [UIST KOPPEeK-
LIMU €€ TIOMYTHEHMS C TTOTepeit 3peHusI.

Xupyprudeckasi IeKOMITPECCUsT TYHHEIBHOTO 3aIsCThsl, 0COOEHHO Ha paH-
HUX CTaausX, YMEHbIIAET MPU3HAKU U CUMITOMBI KOMIPECCUOHHON MHUEI0-
MMaTUM U TTOBBIIIAET IIaHCHI COXpaHeHMsT (DYHKIITMOHATBLHOTO COCTOSTHUS PYK.

Coo061aercst 00 YCIIeIIHBIX OIlepalMsIX 10 3aMeHe a0PTATLHOTO M MUTPaJlb-
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HOTO KJIaIIaHOB (OQHOTO WM 000MX) Y O0JIBHBIX ¢ cMHApOMOM Maporto—Jlamu,
HECMOTpPSI Ha MaJiblii pa3Mep OTBEPCTHSI M TPYAHOCTb YCTAHOBKU OOJIBILIOTO
MpoTe3a, MpeaHa3HaYeHHOTO JIJIsT B3POCJIOTO.

Ocobennocmu npoeedenus anecmesuu. IIpoBeneHue aHeCTe3uu y JETeH,
CTpajalolX MYKOTOJIMCAaxapruao3aMy, B YaCTHOCTH, CMHAPOMOM MapoTo—
Jlamu, mipencTaBisieT 3HAUMTEbHYIO CIIOXKHOCTD JUISl aHecTe3nooroB. Hacto-
SITEJIBHO PEKOMEHIYeTCs Tiepe/l BBITIOJTHEHUEM JIFOOBIX TTPOLIeAYpP, CBI3aHHBIX
C BBEICHMEM CEeIaTUBHBIX MIPernapaToB UM C aHECTe31ei, OCYIIECTBISATh KOM-
TJIEKCHYIO OLIEHKY COCTOSTHUST CepIeYHO-COCYIUCTOM U ABIXaTeIbHOM CUCTEM.
Bo3MoxxHOCTh HATMYMsI aHOMAJIUI BEPXHUX AbIXaTeJIbHBIX IyTel TpeOyeT 00s1-
3aTeJIbHOTO YUacTus B 00CIeI0BaHUM O0JIbHOTO Bpaya-0TOPMHOJIAPUHTOJIOTA.

AHanM3 TIOJIyYeHHBIX OCJIOXHEHWM TIPU aHeCcTe3uu B TpyIIe MalueH-
TOB C MyKoIlojucaxapumo3oM VI Turia, mpoBeAeHHBIN B JIETCKOM TOCITHTAIe
. Manuectepa (BennkoOpuTanus), mokasaj, 4To 001asi yacToTa 3aTpyIHEHU
MHTYOauu cocraniser 25% BO BCeX IMOATPYIIax OOJIbHBIX, 8 HEBO3MOXHOCTD
uHTYOauu — 8%. [ToMuMO OOCTPYKLIMM ObIXAaTEeIbHBIX IyTCH, Y MALUCHTOB
HaOJTI0MAI0TCS TaKKe aHOMAJIMM JIMIAa M Yepera, YKOpOUYeHHas Iesi, Tyro-
MOABUKHOCTh B BUCOUYHO-HMKHEUETIOCTHBIX CYCTaBaX, CMEIEHHas KIepeau
ropTaHb W, B psiAe CIy4aeB, HECTAaOMJIbHOCTh CBSI3KU | u Il 1meitHbIX mo3BOH-
KOB, OTpaHUYMBaIOIIasi BO3MOXHOCTb Upe3MEepPHOro pa3rudaHus ieu. I[lepe-
YUCJIeHHbIE 0OCOOEHHOCTH, KaK MPaBWIO, CYIIECTBEHHO YCIOXHSIOT MPOBEe-
HUE JapUHTOCKOTIMY Y MHTyOaruu. Ha 3ToOM oCHOBaHMM aHECTE3MOJIOTU TIPU
BBITTOJTHEHUW WHTYOALIMM PEKOMEHAYIOT MCITOb30BaHUE METOMA WHAYKIIMU
CITOHTAHHOTO JBIXaHUS JIETYYMMU areHTaMU, JJApUHTeaTbHOTO MaCOYHOTO BO3-
JTyXOBOJIa Y ONITOBOJIOKOHHOM OPOHXOCKOTINH.

Hcnoavzoeanue ghepmenmozamecmumeavroii mepanuu

B nacrosiee BpeMsi Bce OOJIBIIYIO aKTyaJIbHOCTh IIPUOOPETAET HOBAsI TEX-
HOJIOTMSI JIeUEHUsT MYKOIIOJIMCAXapua030B — (epMEeHTO3aMEeCTUTEIbHAST Te-
pamnusi. OTOT MeTO[, JIeUeHHUsI T10 MpaBy CUYNUTAETCSI OJHUM U3 CAMbIX HAIEXKHBIX
¥ (U3NOJIOTMYHBIX CIIOCOO0B TepaIny Ha CETOMHSIIIHNUI AeHb. Maes o Bo3MOX-
HOCTHU KOPPEKILINU JIN30COMHBIX 00JIe3HEel HaKOTUIEHUSI ITOCPEICTBOM BBEICHMS
¢depMeHTa BOEpBLIe ObUIA BhICKa3aHa ucciaemoBaTesiMu Imoutu S50 jieT Hazam,
B 1964 . (Deduve C.), omHaKO It BHEAPEHUST JAHHOTO METO/A JICYCHMS B KIIU-
HUYECKYIO IIPAKTUKY NOTpedoBanoch 0Kojo 40 yet. Pemaronieil mpeanochbUIKoi
JUIST pa3paboTKM (hepMEHTO3aMECTUTEIbHOM Teparuu sIBUJIOCHh OTKPBITHE Me-
XaHU3MOB TTOCTTPAHC/ISIIUOHHON MOAMGUKAIMKA W TPAHCIIOPTA JIM30COMHBIX
depMenToB. Tak, yCTaHOBJIEHO, YTO HAa TOBEPXHOCTH KJIETOUHBIX MEMOpaH HaXo0-
JSITCST MAaHHO30-6-(ochaTHbIC PELENTOPbI, KOTOPhIE MOIYT CBSI3BIBATh U IIEpe-
HOCUTH (DEPMEHT BHYTPb KJIETKH. B aKcneprMeHTaIbHBIX paboTax Ha KyJIbType
KJIETOK C HU3KOM aKTUBHOCTBIO JTM30COMHBIX (DéPMEHTOB ObLIO MOKAa3aHO, YTO
BHECEHHBII B KYJIBTYPaJIbHYIO Cpely 9K30TeHHBIN (DepMEeHT CIoCOOeH TTPOHM-
KaTh B KJIETKY M YCIIEIIHO KaTaboIM3UPpOBaTh HAKOIJICHHBIN BHYTPUKIIETOUHBII
cyocrpar. [1pu 3TOM J0Ka3aHO OTCYTCTBHE HEOOXOAMMOCTH MCIOJIb30BAHUS BhI-
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COKMX 103 (hepMEHTa, TaK KaK Haauuue gaxe 1—>5% akKTMBHOCTH SH3MMa OT €To
HOPMAaJIbHBIX 3HAYEHUIT TOCTATOYHO JUTSI KOPPEKIIUY META00IMIeCKOTO AeheKTa.

Ha ceromnsiiiauii geHb TnpernapaTbl (hepMEHTO3aMECTUTEIBHON Teparuu
MOJIy9eHbI 1151 ieueHusI MyKonoaucaxapuao3oB I, I1 u VI tunos. Kinunnueckue
HCCIeIOBaHMS MMOKa3aln, 4To (hepMEeHTO3aMeCTUTEIbHAS Tepanus Oe30IacHa,
XOPOIIIO TIEPEHOCUTCST OOJbHBIMU, HE BBI3BIBAET TSKEJbIX HEXeaTeIbHBIX SB-
JIEHUI W TPUBOIUT K BBIBEIEHUIO HETUAPOIM30BAHHOTO cyOcTpara. Bo3moxk-
Hble peAKHMe peakilMy Ha BBeJCHUE TMperapara oOycJoBJIeHbI 00pa3oBaHUEM
AHTUTE] K BBEICHHOMY O€JIKY, HO OHU He TTOCTOSTHHBI U, KaK IMPaBUJIO, OBICTPO
KYIUPYIOTCS CTaHIAPTHBIMU CPEICTBAMM.

Harnasum (rancynbdasa, galsulfase) — mepBoe crieliMaibHO pa3paboTaH-
Hoe (hepMEeHTO3aMeCTUTEIbHOE JIEKAPCTBEHHOE CPENCTBO, MpeaHa3HauYeHHOe
¥ ogo0peHHoe Mis tedeHus 00abHEIX ¢ VI Tummom mykononucaxapumo3sa. [1po-
M3BOAMTEJIEM TIperapara sBisieTcs Komnanusi «buomapun». Harnasum 3ape-
ructpupoBat B CIIIA u ctpanax EBpocorosza B 2005 1 2006 T. COOTBETCTBEHHO.
Perucrpanus npenapara B Poccun 3aBepiiena 15.07.2009 r.; ero perucrpamnu-
oHHBbII HOMep: JICP-005730/09-150709.

depMeHTO3aMeCTUTEIbHASA Tepanusl pPEeKOMOWMHAHTHOM 4eoBeueCcKOoi
apwicyabdarazoit B (rhASB) y MonenbHBIX JKUBOTHBIX (KOIIIEK) C MYKOITOJIM -
caxapumo3oM VI Tuna mpuBena K BbIBEICHUIO INTMKO3aMUHOTJIMKAHOB U3 JIETI0
1 TIOBBIIIIEHUIO TTOABMXKHOCTHY CYCTaBOB, a TAKXKe MPEA0TBpaTUIIa WIIX 3aMe T~
Jla TUCIUIA3UIO CKeJleTa Y JKUBOTHBIX, KOTOPBIE TTOJTyJaIu JIeUeHHUE C POKACHUSI.

3apy0OexkHble KIMHUYECKUE MCCIIeNOBaHMS Mperapara MmpoAeMOHCTPUPOBATN
ero 3(eKTUBOCTD y OOILHBIX ¢ CUHAPOMOM MapoTto—JlaMu 1 Mo3BoIWIM pa3pa-
00TaTh HanboJIee ONITUMAILHYIO 103y, KOTOpasi cocTaBuia 1 Mr Ha 1 KT MaccChl Teia
[29]. Harnazum BBOAUTCSI BHYTPUBEHHO, MEUIEHHO (B TeUeHUeE 4 4) ¢ mepruoany-
HOCTBIO 1 pa3 B Hezemmo, noxu3HeHHOo. PopMa BhImycKa mperapara: ¢hJIakoH 5 M
No 1; 1 mut comepXXuT 1 Mr akTUBHOTO BEIlIECTBA.

YcranosneHo, uto Harmazum ynydinaer y GOJbHBIX ¢ CUHApOMOM Mapo-
To—JlamMu mokaszareau TeCTOB 12-MUHYTHOM XOABOBI U 3-MMUHYTHOTO ITOIbeMa
110 JiecTHU1e. Tak, MOYTHU MOJIOBMHA MaueHTOB (48 %), moJlyuaBIIX BBeJCHUE
Harnazuma B Teuenue 24 Henm, yBeaIuuuiia JIMHY IIPOXOIAMMOM 3a 12 MUH OU-
CTAHLIMK; a 9epe3 48 Hel JIeYeHNS YMCII0 TAKUX OOIbHBIX YBETMYUIOCH 10 64%.
WneHTruHbBIE pe3yIbTaThl TOJYyYeHbI TIPU aHaau3e ToKasaTelsiell Tecta 3-Mu-
HYTHOIO ITOIbeMa 110 JieCTHUIIE: Y 38% OO IbHBIX YIYUIIMINCh 3TU JaHHBIC [10-
cie 24 Hen jedeHusI, B TO BpeMs Kak y 54% — mocie 48 nen. Hapsimy ¢ aTum
B IIpoliecce JICUeHUsT 3aperuCTPUPOBAHO TakKe 3HAYMTEIbHOE CHIDKEHUE T10-
YEYHOU 3KCKpPEeLNH INIMKO3aMUHOTIUKaHOB [30].

Ony6IMKOBaHHbBIE B TTOCIEIHME MECSIbl Pe3yabTaThl TOJTOBPEMEHHOM
GepMEeHTO3aMeCTUTEIbHOI TepaIM OKa3aau, YTO Y 54 MHIMBUAYYMOB B BO3-
pacrte ot 6 10 29 et ¢ MyKomnoaucaxapumao3oM VI Tuia, UMeBIINX TMIIEPTPO-
(uto 1eBoro XKemyaouka v 3HaYUTEIbHYI0 0OCTPYKIIMIO MUTPAJIbHOTO KJlalaHa,
HaO0II0JaIUCh CTA0MIbHbBIE MOKa3aTe I (PyHKIIMM JIEBOTO KeJIyI0YKa 1 YMEHb-
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IIEHWe BHYTPYKETYIOYKOBOI CENTANbHOM rUnepTpoduu, eciiu JeueHue ObUIio
HAyaTo 10 AOCTIZKEHMST 00JIbHBIMM Bo3pacTta 12 neT. HecMotpst Ha monrospe-
MEHHYI0 (DepMEeHTO3aMEeCTUTEIbHYIO TEPANIO, CTEHO3 KJIAITAaHOB Cep/ilia OCTa-
BaJICSI HEUBMEHEHHBIM y BCEX MalMeHTOB. [ToyuyeHHbIe aBTOpaMu pe3yJIbTaThl
YKa3bIBaIOT Ha TO, YTO CBSI3aHHBIE C aKKyMYJISILIMEN TIMKO3aMWHOTJIMKAHOB
MaToJIOTMYECKre U3MEHEHHsI CEP/ILia MOTYT ObITh YaCTUYHO OOPAaTUMBIMU U UTO
paHHee HayaJio jedeHus 0ojee appekTunBHO [31].

DddekTuBHOCTh U Oe3omacHOCTh Harnasuma oneHuUBaauch y 39 00IbHBIX
¢ cuHapoMoM Mapoto—JlamMu B Xole paHIOMU3UPOBAHHOTO IBOWHOTO Clie-
MOr0 TUIa1e00-KOHTPOJIMPYEMOTO MHOTOLIEHTPOBOTO MHOTOHAIIMOHAJIBLHOTO
HUCCcenoBaHMsI, mpoBoauBlIerocss B TeueHue 24 Hen [32—37]. Kpurepusmu
3 OEKTUBHOCTU SBISINCH MOKA3aTeId TeCTOB 12-MUHYTHOM XOALOBI, 3-MM-
HYTHOTO TIO'beéMa T10 JIECTHUIIE 1 TIOUYEYHOI dKCKPEIMU TITMKO3aMUHOTIMKA-
HOB. AHaJIU3 TIPOBEJACHHBIX UCCIEIOBAaHUI KOHCTaTUPOBAJ, YTO 19 OONBHBIX,
nosydaBiux Harnasum (ocHOBHasI rpymiia), IoKa3ajlu Hanboiee BHICOKHUE pe-
3yJIETaThI IO BEIOPAaHHBIM KpUTEepUSIM 3 (HEKTUBHOCTH 110 CpaBHEeHUIO ¢ 19 ma-
LIMEHTaMU, BKJIIOYEHHBIMU B TPYTIITY TU1aie0o.

B teuenue 24 He KIIMHUYECKUX UCIIBITAHUI OBUIO 3aperucTpupoBaHo 15 ce-
PBE3HBIX HEXeJaTebHBIX SBJICHUIN, Cpeay KOTOPHIX TOJBKO 3 HaOII0maIuch
B OCHOBHO rpyIe u 12 — y mauneHTOB IpyIIIbI I1ane6o. MccnenoBarenn oT-
METUJIN, YTO 13 15 cepbe3HbIX HexKeIaTeIbHBIX SIBJICHUI TOJBKO OTHO (aITHO?)
MOXHO CBS3aTh C MPUEMOM rayicybdasbl. MeHblIIasi CKOPOCThb TTOCIEAYIOIeH
MHOY3UM 1 KOPPEKIIUS JO3bl aHTUTUCTAMUHHBIX ITPENapaToB MO3BOJIWIN TTPO-
BecTH ouepenHoe BBeneHue Harnasuma 6e3 HexkenaTeTbHbIX SIBIeHUI.

Hecmotps Ha mpemenukauuio, B Ipolecce Tepanuu Harnasmmom, Kak
U TIpU JICUCHUU APYTUMU (hepMEHTO3aMeCTUTEIbHBIMU MperapaTaMiu, 3aperu-
CTpUPOBAH Psia MOOOUHBIX peakiuii. Cpeny HUX HanboJiee YaCThIMU SIBJISUIMC:
JIMXOpajKa, 03HOO, TOJI0OBHAs OO0JIb, apTpairus, pBoTa, 00JIM B OPIOIIHON MOJI0-
CTH U yIIax, KailleJb, OpOHXOCIa3M, OCTAaHOBKA JbIXaHUsI, KpalMBHUILIA, aHTU-
OHEBPOTUYECKHUI1 OTEK, TTOBBIIIEHUE WY CHUKEHHE apTepPUATIbHOTO TaBJICHMUS.
XapakTepHO Takxke o0pa3oBaHMe aHTUTEN K Ipernaparty. I1o0ouHbie peakunu,
CBsI3aHHBIE C BBEACHMEM IIperapaTta, pa3BuBaanuch y 30 u3 55 malueHToB, KOTO-
puie nojydyanyu Harmasum Bo Bpemst KITMHUUECKUX ucciienoBaHuii. CUMIITOMBI
O00BIYHO MCYE3aTH TP 3aMeITICHUN WJIM TIPUOCTAHOBKE MH(MY3MH, a TAaKKe BBE-
JIEHWU JOTTOTHUTEIBHBIX aHTUTUCTAMMHHBIX MTPENapaToB, XapOMOHMKAIOIINX
U, UHOIIAa, KOpTUKOCcTepouaoB 3a 12—18 u go BBenenus Harnasuma [32].

OOHapyKeHO, YTO Y OOJIBIIMHCTBA ITALIMEHTOB, HAXOASIIIMUXCS Ha (PEPMEHTO-
3aMECTUTEbHON Tepanuu, HabJogasach BbIpaOOTKA aHTUTEN MMMYHOTIJIO-
oynmuHa G K raacyibgase. AHTUTeNIa OOBIYHO TOSBISUIMCH Ha 4—8-i1 Hemenne
JieyeHust. AHTUTea OJHOIO M3 MalMEeHTOB, mosiyyaBuiero Harmasum, Obuin
MOIBEPIHYTHI aHAJIU3Y M Vitro Ha X CIIOCOOHOCTh MHTMOMPOBATh rajcyibda-
3y. MccenoBaHue rmokasaao HelTpaausyollee AeicTBUe aHTUTe Ha (hepMeH-
To3aMellauii npemnapat Harjia3uMm, omHakKo Mpu 3TOM He ObLIO KOHCTaTH-
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POBAHO CBSI3U MEXXJy TOSIBIEHMEM aHTUTEJ, YPOBHEM IJIMKO3aMUHIJITKAHOB
MOYM U pe3yJibTaTaMU TeCTOB 12-MMHYTHOI XOIbObI X 3-MUHYTHOIO ITOgbeMA
o JectHuie. M3ydyeHne HEWTpaJn3yIolmero IeiCcTBUsSI aHTUTEN JOJIKHO OBITh
pacIImpeHo U MPOJ0JIKEHO, TIPU 3TOM UCCIeI0BaTeIIMU 00palliaeTcs ocodboe
BHMMaHMe Ha TOT (pakT, 4To (hepMEHTO3aMeCTUTEIbHAsI TepaIusl JOJKHA 00sI-
3aTeJIbHO MPOBOAMTHCS B YCJIOBHUSIX BBICOKOCIEIIMATU3MPOBAHHON KIMHUKH,
UMEIOILIeH OOJIBILION OMBIT JeUeHUsI OOJIbHBIX C HACEACTBEHHBIMU METAa00JIN -
YeCKMMMU 3a00JIeBaHUSIMM, OCHAILIEHHOI HEOOXOIMMBIM 000PYIOBAaHIUEM U ME-
JNUKaMEeHTaMU JUISl OKa3aHUs SKCTPEHHON METUITMHCKOM TTOMOIIIN.

Ilepecadxa 2emono3amuyeckux cmeoa08biX KAemox

OmHUM U3 COBPEMEHHBIX METOMIOB JIEYEHUS] MYKOIOJIMCaXapuI030B SIB-
JIIeTCs TakKe TPaHCIUTAHTAIUS TEMOTIO3TUYECKUX CTBOJOBBIX KIeTOK. OTBIT
MPOBeIeHUsT TPAHCILIAHTALIMM TEMOITOATUYECKUX CTBOJIOBBIX KJIETOK, B TOM
qucie B coueTaHUU ¢ (hepMEHTO3aMeCTUTEILHOM Teparueil, CyIecTByeT 1 ISt
00abHBIX ¢ cuHapomoM Maporo—Jlamu [33]. Ilepecagka reMOmo3TUYECKUX
CTBOJIOBBIX KJIETOK IMOTEHIIMAIBHO MOXET 00eCTIeunTh (DM3NOTOTUIECKUI ypo-
BEeHb HeIOCTAIOMINX (PePMEHTOB Ha JUIMTEIbHBII Meproa. OnHako yKa3zaHHBII
METO[Il He SIBJISIETCSI OCHOBHBIM METOJIOM JISYEHMS TIPU MYKOTIOJIMCaXapuao3e
VI tuma. D10 00YyCI0OBIEHO HEXBATKOW JOHOPOB M BBICOKMM YMCJIOM IIOCIIE-
OTNepalMOHHBIX OCIIOXHEHMI, TPUBOMASIIMX K JIeTalbHbIM ucxonaM. ITo maH-
HbIM EBporeiickoil TpyIbl 1o nepecaake KOCTHOTO MO3Ta, PUCK JIeTaJbHbBIX
HCXOIOB B pe3yJibraTe TpaHCIUIAHTALMU cocTaBisieT oT 10% (Iipu MaAeHTUYHO-
cTH TmanvenTa u goHopa mo HLA anturenam) mo 20—25% (mipu ux HecoBITazie-
HUM) Ha 63 ciryyas JTM30COMHBIX OoJie3Hel HakoruteHus [34—38]. PesynsraTs
IOJITOCPOYHOr0 HAOIIOAEeHUS 3a OOJbHBIMU C cuHApoMoM MapoTto—Jlamu,
MOABEPTIIMMUCS TTepecanKe reMOIMO3TUUECKUX CTBOJIOBBIX KJIETOK, MPOAEMOH-
CTPUPOBAJIY YMEHBIIIEHUE BHIPAXKEHHOCTH JIMIIEBOTO TU3MOPGhU3Ma U yJIydiie-
HUE WM CTAOMIIM3ALIMIO CEPACYHO-COCYIUCTOM maTooruu. OaHaKo aHOMaJIuu
cKeJeTa Mpu 3TOM OCTaBaIMCh HEM3MEHEHHBIMU WUJIU MPOTPECCUPOBAIIM, XOTS
OocaHKa MallMeHTOB M COCTOSTHME CYCTAaBOB YIy4HIMIMCh. OTMedeHa HeOOoIb-
mas ToJIOXKUTebHasl AMHAMMKA B MOKa3aTesIsIX 3JIEKTPOPETUHOTpaMM 4epe3
1—2 roga mocJje nepecaaky, OOHAKO JajibHelIee HaOMI0neHUe BhISIBIIO Me -
JICHHOE MPOTrpeccupoBaHie CUMITOMOB. B moirocpouHoii mepcnekTuBe mocie
repecajki reMOMO3TUUECKUX CTBOJIOBBIX KJIETOK HAOMI0IaI0Ch YMEHbIIIEHNE
CTETeHH MTOMYTHEHUSI POTOBUIIBI M TIOBBILIEHUE OCTPOTHI 3PEHUSI.

BHenpeHue 0ojee COBEpIIEHHBIX IPOTOKOJOB TpPAaHCIUIAHTALMKM JaJio
BO3MOXHOCTb TEepecagky KJIETOK KPOBM ITyMOBMHBI HEPOICTBEHHBIX TOHO-
POB MallMeHTaM 10 2 JIeT, CTpaJaloluM MyKomnoaucaxapuao3oM I tuma (cuH-
npom Iypnep). [IpoBeneHHBII aHAINU3 IMIPOAESMOHCTPUPOBAI BHLKMBAEMOCTH
85% 60JbHBIX O3 HeXeJIaTeIbHbBIX SIBICHUI C IMOBBIILIEHUEM CKOPOCTH POCTAa,
yay4llIeHueM KOTHUTUBHBIX (DYHKIIMI M cTaOWIM3alMeil KOCTHON MaToJ0TUN
[34, 35]. danHbIe 0 mepecanke KJIeTOK KPOBU ITYIIOBUHBI ITAIIMEHTAM C CUHIPO-
MoM MapoTto—JlaMu moKa OTCyTCTBYIOT.
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JlabGopamopnblil KOHMPOAL AeUeHUs

B kauecTBe OCHOBHOTO J1aOOPATOPHOIO TeCTa JJISI OUOXMMUUECKOTO KOHT-
POJIS JIEYEHUST MYKOITOJIMCaXapuI030B MTPUMEHSIETCSI KOJIMYECTBEHHOE OTpe-
JefieHre TIIMKO3aMUHOTJIMKAHOB. [IpeanouTuTeIbHO B KayecTBe KpacUTelst
HCIIOJIb30BaTh NUMETWIeHOBbI cuHui (dimethylmethylene blue), KoTopbli
SIBJIsIETCST Oosiee crieM(UIHBIM 10 CPAaBHEHUIO C APYTUMU METOAAMU OIpe-
neJIeHsT TnKo3aMuHoriukaHoB. Ha ¢oHe mpoBogumoii (pepMeHTO3aMeCTH-
TEJIbHON Tepanuu IMoKa3aTeIn MOYeYHOM SKCKPeun INIMKO3aMUHOTJIMKAHOB
cHmxaroTcs. CremayeTr 00513aTeIbHO ONPEIeISITh KOJTUIECTBO TNIMKO3aMUHOTIIA -
KaHOB /IO HavaJia JIeYeHUsI, TOCKOJIbKY Y psia TalleHTOB 3T 3HAY€HUST MOTYT
OBITH B TMpeieaX HOPMbI M B TaKUX CIydasiX He SIBJISIOTCS MH(MOPMaTUBHBIMU
JIJIST OCYILECTBICHUS JOCTOBEPHOTO OMOXUMUYECKOTO KOHTPOJIS.

PekomeHpayemble oGcreaoBaHus

PexoMmeHnmoBaHHBIE OOJILHBIM C MyKoIoJncaxapuao3om VI tuma obcieno-
BaHUS MIPY YCTAHOBJICHUM JIMArHO3a U B Mpoliecce HaOIIOAeHUS TPeACTaBIEHbI
B TaOJI. 3.

Tabauya 3. PekomMenaoBanHOe pacnucanye H KpaTHOCTh 00C/1e10BAHMI

Bun obcnenoBanus HavanpHoe Kaxnabie Kaxmbie o knu-

obcienoBa- 3 Mec 12 mec HUYECKUM
HHE TOKa3aHUsIM'

[MonrBepxxaeHue nruarHo3a X

MyKomnosucaxapunosa VI

AnamHe3? X X

dusnkanbHOE 00CIeI0BaHE X X

HeapoJiornyeckoe oociaenoBaHue X X

JlnmHa 1 Macca Teia X

OKpY>KHOCTB TOJIOBBI X X3

Craausi oJIOBOTO pa3BUTHS X X#

o TaHHepy

dororpacduu nanreHTa X X

BbIHOCIMBOCTE’ X

12-MUHYTHBI TECT CAMOCTOSITEITb- X X

HOU XOIbObI

3-MUHYTHBI TECT CAMOCTOSTEILHOTO X X

MoabeMa Io JIECTHULIE

Odmansmonoeuueckoe obcredosanue:

OcTtpora 3peHust X X

OCMOTp pOrOBUIIBI X X

OcMOTp IIa3HOTO JTHA X X

BHyTpurinasHoe naBieHue X X

Pedpakums X X
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Tabnuya 3. PekoMenaoBaHHOE PACIMCAHKE H KPATHOCTD 00CeJ0BAHMIA (1pododicene)

Bun obcienoBanusa HauanbHoe Kaxnple Kaxabie ITo xnu-

obcienoBa- 3 Mec 12 mec HUYECKUM
HUe TIOKa3aHUAM'

AynuomeTpust

>

X

Kapouonoeuueckoe o6caedosanue:

DXokaparuorpaMmma
DJIeKTpoKaparorpaMma
ApTepuaabHOE TaBIeHUE

DeKTpoHeiipoMuorpadus®

DyHKIWMS JeTKuX: GopcupoBaHHAs

XX XXX
X< A

JKU3HEHHAsI EMKOCTh, 00beM hopcu-
POBaHHOTO BbIoxa 3a 1 ¢’

HccnenoBanue cHa

>
>

Busyaauzupyrowue uccaredosanus

Penrrenorpammel 6enep®
PeHTtreHorpagus 1eifHoro oraena

> <
>

B COCTOSTHUY CTUOAHMS Y BBITIPSIM-
JICHHOM COCTOSTHUU
PeHTreHomornueckoe oocaeaoBaHme
cKenera

MPT roI0BHOTO ¥ CITMHHOTO MO3ra’

JlabopamopHuie anarusut

YpoBeHb NIMKO3aMUHOTJIMKAHOB X X
B MOYE

JonoHUTeIEHOE 00CIeI0BaHE TTa-

LIMEHTOB, MOJIy4aloluX (GepMEHTO-

3aMECTUTETHHYIO Tepanuio '’

Ilpumeuanue:

1

O6b1yHO | pa3 B 2—3 roja, B 3aBUCMMOCTH OT CKOPOCTH ITPOrpecCUpoBaHusT 3a00eBaHMS
¥ KIMHUYECKUX CUMITTOMOB.

JleTeit HEOOXOIMMO 00CIEIOBATD Yallle.

KoHTposimpoBaTh 10 OCTAHOBKH POCTa FOJIOBBI.

[Mpomoskath 10 3aBePIICHHUS TOJIOBOTO CO3PEBAHMUS.

[Tapanurma Tecta Ha BBIHOCIMBOCTD JI0 M Tocyie (epMEHTO3aMeCTUTEIbHOM Tepanuu: pac-
CTOsSTHUE, TIpoiineHHoe 3a 12 MuH (WM 3a 6 MUH, HO NIPEATIOYTUTETbHBIM SIBJISIETCST TOT e
MPOMEXYTOK BPEMEHM, YTO U B TMPEABIAYIIMX TeCTaX 3TOTO MAlMEHTa); YUCIIO CTYIEHEH,
MPOIIEHHBIX BBEPX 32 3 MUH.

N3mepeHre MPOBOIMMOCTH CPEIMHHOTO HepBa JJIsi KOHTPOJIS CMHIPOMa 3alsICTHOTO Ka-
Haja.

st npoBepKU (PYHKIIMHU JIETKUX U3MEPSIIOT CJIeyIolre MoKa3aTeau: (popcupoBaHHYIO K13~
HEHHYIO eMKOCTb, 00beM (hOpCHPOBAHHOTO BbIIOXa 3a 1 C.

CHMMOK Ta3a B MepeaHe3aIHel MPOeKIMU 1 BUI COOKY ¢ pa3BeacHueM Geep.

MPT rosoBHOro M CIMHHOTO MO3ra MOXET MOoTpedoBaTh OOIIEH aHECTe3Mu, B 3aBUCUMO-
CTH OT BO3pacTa M KOHTAKTHOCTH TarreHTa. O0Iiast aHecTe3usT MpeCcTaBIsIeT, cama 1o cebe,
OIpEICIEHHYIO OMAaCHOCTb IS TTALIMEHTOB ¢ MyKoroaucaxapuao3omM VI tumna.

J1151 nallMeHTOB, KOTOPbIE MPOXOIAT Kypc (hepMEHTO3aMECTUTEIbHOM TEpANu, U3MEPEHUS
cJielyeT IIPOBOAUTD B Havasie JiedeHust, Ha 3, 6, 12, 18 u 24-ii Mecs1ibl, a 3aTeM — €KeTrOIHO.
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MpodunakrTuka mykononucaxapuaosa Vl tuna

Ponutensam peteii ¢ mykononucaxapuao3oM VI Tumna HeoOXoouMo MpoBe-
neHue 3(p(PeKTUBHOIO MeINKO-TeHETUIECKOro KOHCYAbTpoBaHus. Kak u mpu
JIPYTUX ayTOCOMHO-PEIECCUBHBIX 3a00JIeBAHUSIX, PUCK POXIEHMST pedeHKa
¢ cuHapoMoM MapoTto—JlaMu B TaKMX CeMbsIX COCTaBIISIeT IJIsT KaxKaoi Oepe-
MeHHOCTH 25%. JIns cynpyXecKux nap, MMeIoInx 00JIbHOTO pebeHKa, Cylie-
CTBYET BO3MOXHOCTb TIPOBEICHUS TIPEeHATaJbHONW W TPEUMILIaHTAllMOHHOM
JIMarHOCTUKMU.

IIpenaranbHas fMarHocTUKa MyKoIojncaxapuaosa VI Tumna Bo3aMoxkHa I1o-
CPENCTBOM M3MEPEHUsI aKTUBHOCTH JIM30COMAIbHOTO (hepMeHTa apuiicyibda-
Ta3sl B B OuonTare BopcuH XoproHa Ha 9—11-if Henmene 6epeMeHHOCTH M/ Wn
orpeleieHnsl CIeKTpa INIMKO3aMUHOTJIMKAHOB B aMHMOTUYECKOM KUIKOCTU
Ha 20—22-11 Hexene recrauuu. CeMbsIM ¢ U3BECTHBIM TEHOTUIIOM LIeJeco0o0pa3-
Hee npoBeneHue npeHataabHoi JIHK-nrnarnoctuky natonoruu.

IMporpaMMa cCKpMHUHTa HOBOPOXKIEHHBIX Ha MYKOITOJIMCaXapua03bl HAX0-
IIUTCSI B pa3pab0OTKe 1 MOXKET OBITh JOCTYIIHA YK€ B 0003pMMOM OyIyIIeM, OCO-
OeHHO ceifyac, Korua yCIelIHO BHEeIPeH METO[ MaTOTeHETUIECKOTO JIeUeHMS
TeHHO-MHXXEeHEPHBIMU (pepMeHTO3aMeIAIOIIMMK TIperiapaTaMm, B YaCTHOCTH,
Harnasumom mist 60JbHBIX ¢ cuHApOoMOM Mapoto—Jlamu [39].
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