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KJIMHUYECKAYA
- DOAPMAKOJIOT YA U TEPATINA

Mykononucaxapugos ll tuna (cuHapom XaHTtepa):
AWArHOCTUKA U COBPEMEHHbIE NOAXOAbI K IEYEHUIO

Mykononucaxapupgos Il Tuna (MMC 1), unu cungpom XaHtepa,
— 3TO pefKas NM30CcoMHas 6one3Hb HaKOMIEHHUS, CLeneHHas
¢ X-XpOMOCOMOM, nepeaaroLLascs no peLecCUBHOMY THUMY U
0bycnoBieHHas fedULUTOM IM30COMasIbHOMO hepMeHTa Uay-
poHat-2-cynbgatasbl (12S). Jedbuuut dpepmeHTa, Katanuau-
pyloLero KatabonnM3M rIMKO3aMUHOMIMKAHOB, MPUBOANT K UX
HaKOMJ/IEHHUIO B Pa3/IMUHbIX OpraHax W TKaHsx. 3aboneBaHue
NposABNAETCS 3a[ePXXKOM pocTa, AedpopMaLuen KOCcTen u
CycTaBoB, rpybbIMU uepTamMM NuLa, NopaskeHMeM cepaua, ner-
KWX W L€HTPasIbHOWM HEPBHOM CUCTEMDI, renatocnieHoMeraam-
el, HapyweHueM cnyxa. [letu c Taxkenon dpopmown MMC Il
ymupatot B Bo3pacte 10-20 siet, ogHaKO Npu IErKOM TeueHnH
3aboneBaHuns nauyueHTbl goxusaiot ao 50-60 net. Jleuenue
MIMC Il npeanonaraetr hepMeHTO3aMECTHTE/IbHYIO Tepanuio
naypcyibasoi, KoTopas No3BOASAET YMEHbLUUTD NPOSB/IEHHSA
3abonesaHus.

KnioueBbie cnoBa. Myxonosucaxapudos Il muna, cun-
opom Xaumepa, udypcynsghasa.

KnuH. ¢papmakon. tep., 2014, 23 (4).

1917 rony kaHanckuil Bpau Yapab3 XaHTep omnucan

tunnyHble npudHakuy MIIC II, B ToM umcie Makpo-

nedanuio, rpyoble YepThl JIMLIA, YBEIUYCHUE TIEUYCHU
U CeNe3eHKH, TYTOMOABUKHOCTb CYCTaBOB, alTHO? BO BpeMsI
CHa, mopaxeHue cepiia, y 2 opatbeB B Bozpacte 8 u 10 jer
[1]. Tepmun MIIC 6b1 nipemioxed B 1952 r. G.Brante,
BbIACIUBIIMM Tauko3aMuHornaukanbel (Al u3 meyeHu
0osbHBIX ¢ cuHApoMoM ['ypiepa, KOTOphIi Mo dheHOTUIy
cxomeH ¢ MIIC II [2]. B 1968 r. ObUIO yCTaHOBIEHO, UTO
npuunHoii HakoruieHuss A B ¢ubOpobiactax Koxu y
OOJIHBIX ¢ CHMHAPOMOM XaHTepa SIBJISIeTCSl HapylleHUue UX
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paspyluieHusi, a He yBeaundyeHue cuHTte3a [3]. Heckonabko
rnosaHee ObLT MAeHTU(GUIMPOBAH (epMeHT (MaypoHaT-2-
cyibtaTasa), 1e(ULIUT KOTOPOTO JIEXKUT B OCHOBE Hapyllle-
Huit Metabouama npu MIIC II [4]. MIIC II otHocuTcs K
opdaHHBIM 3a00JIeBAaHUSIM M BCTPEYaeTcss C YacTOTOU
okojo 1 Ha 150 000-170 000 HOBOPOXIEHHBIX MAaJbUMKOB
[5]. 3aboneBanue BCTpeyaeTcsl MPaKTUIECCKU UCKITIOUNTEIb-
HO y MYXUMH. KeHIIMHBI SIBISIOTCS O0€CCUMITOMHBIMU
HOCHUTEISIMU MYTAHTHOTO T€Ha, XOTSl OMUCAHbI OTIEJbHbIE
cryyau MIIC 11 y nmeBouek [6,7] B MexmyHapomHBII
peructp Hunter Outcome Survey K 2012 1. ObLI0 BKJIIOYEHO
okou10o 900 6onbHbIX MIIC 1.

JTHoNOrUA U NaToreHes

[puuunoii pazsutust MIIC Il gBiasgioTcs myTranuu reHa
IDS, naxonsiierocsi Ha X-xpomocome (yyacTok Xq28) u
KOJIMPYIOIIETo UaypoHaT-2-cyibdarady. M3BecTHO Oosee
300 myTaiuii 3TOro reHa, B TOM YUCIe OeJEeLUU U CJI0XHbBIE
nepectpoiiku [5]. OnHU U Te Xe MyTalMu MOTYT acCOlUM-
pOBaThCs ¢ Pa3IMUHBIMU (hpeHOTUTIaMU 3aboeBaHUsIMU [§].
[lonHoe OTCYTCTBME aKTMBHOCTU MIYpPOHAT-2-CyJb(aTa3bl
Bcerna MPUBOAUT K pa3BuTHIo Tsikenoil dopmbl MIIC 11,
OJTHAKO OHA MOXET HaOJII0AaThCsl M MPU HEMOJHOM Jedu-
uute pepmenta. COOTBETCTBEHHO, COAEpXKaHUE M aKTUB-
HOCTb MAYypOHaT-2-cyib(dara3bl He KOPPeIUpyloT C
tspkectotio MIIC 11 [9]. Unyponar-2-cynbdaraza yyacTByer
B MEPBOM dTare KaTabosn3Ma rernapaH- M IepMaTaHCy/Ib-
(ara, MoaTOMY CHUXKEHUE WJIU OTCYTCTBUE AKTUBHOCTHU
atoro ¢epMeHTa pUBOAUT K HakorieHuto [Al' B paznuu-
HBIX OpraHax U TKaHsX.

KnuHuueckas kaptuHa

B 3aBHMCHMOCTH OT BO3pacTa, B KOTOPOM IIOSIBIISIIOTCS IEp-
BbIe CHMIITOMBI, HAJTMYMST HEBPOJIOTMYECKUX PACCTPOICTB U
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TABJIMUA 1. Knunnueckue nposisneHus MINC 11 [29]

Cucrembl TIposiBieHust

Buenrauit Bung

CCpl[e‘iHO—COCyI[I/ICTaH cucreMa

HepBHaH cucrema

Bonbias ronosa (Makpoliedanus), Tpyobie YepThl JIUIA, KOHYCOBUIHBIC 3yObl, TUTIEPILIA3US IeCeH

Iuneptpodus JIeBOTO M MPABOTo XKeJIyI0o4YKa, apUTMHK, CepiedHasi He0CTaTOYHOCTh, U3MEHEHMSI KJIallaHOB
ceplia, aprepuanbHasi TUTIEPTOHUS

3amepkKa pa3BUTHsI, TIPOTPECCUPYIOIasi KOTHUTUBHAS AUCHYHKLNS, HApYLIIEHUE MTOXOIKHU, CYIO0POTH, TOBe-

NIEHYECKKEe PacCTPOiCTBa (MOBBIIEHHAsT AKTUBHOCTD, arpeccusl), CUHAPOM KapraJlbHOTO KaHaja

OpraH 3peHust

CHuxeHue OCTPOTHI 3pCHUA, ﬂe(beKT nojei 3pCHVs, MTOBBIIICHHOEC BHYTPUTIA3HOC NAaBJICHUEC, MATMECHTHAsA

JIETCHEpalrs CeTYaTKu, MOpaXECHUE ri1a3HOro HEpBa

OTnOpHO-IBUTATEIbHBII armapar

Kopotkue 1ier 1 KOHeYHOCTH, HU3KUI POCT, TYTOMOABUKHOCTb M KOHTPAKTYPbI CYyCTABOB, U3MEHEHUST TOJ-

HBI 1 popMBI KocTel, nedopmariust KUCTeil («KOTTHCTasI Jlala») ¥ MO3BOHOYHMKA (KU(O3, CKOJIMO3)

JIOP-opranbt
HUX JbIXaTEIbHBIX MTyTel

Jlerkue
Koxa

Oprafbl OPIOLITHOM MOJIOCTU

VBesnmueHue si3bIKa, PELUAMBUPYIOLIMIA OTUT, MPOTPECCUPYIOIee CHIXEHUE ClIyXa, YacTble MHMEKIMN BepX-

Iporpeccupyioliass OGCTPYKIIMsI AbIXaTeIbHBIX MyTei, CHHIPOM alTHO3 BO BpeMsl CHa
YToniieHne U CHUXEHHME 3JTaCTUYHOCTH KOXM, “lIarpeHenasi” Koxa

YBenuueHue rmeYeHn u CCJIC3KHHU, ITyTIOYHasd I/I/I/UH/I TmaxoBas rpbrxa

MPOIOIKUTENILHOCTH KU3HU BBIICISIIOT TSIKENYIO U JIETKYIO
dopmbl MITIC [10]. IuarHo3 tsixenoit (opMbl 0OBIYHO
YCTaHaBIMBAIOT B Bo3pacte 1,5-3 ner. 3a0oneBaHue xapak-
TEPU3yeTCsl 3HAYUTEIbHBIM HapylIeHWeM WHTE/UIeKTa U
MOpaXeHHEM MHOTUX OPTraHOB U MPUBOAUT K CMEPTHU B BO3-
pacte 110 20 siet [11]. OCHOBHBIMU IPUYMHAMU CMEPTHU CITy-
KaT OOCTpYyKTMBHOE 3a0oJieBaHME JerKuxX, IOopaxXeHue
CepIeYHO-COCYAMCTOM CUCTEMbl U/UJIU HEBPOJIOTUYECKUE
npobsiemsl [5]. bonbHbie ¢ serkoii ¢popmoit MIIC 11 (okosno
TPETU CllyyaeB 3a00JieBaHMSI) OTIMYAIOTCS HOPMaJbHBIM
MHTEJJIEKTOM, MOTYT YCIELIHO YYUThCS B ILIKOJIE U BBICIIUX
y4eOHBIX 3aBEICHHUSIX, BCTYMaTh B Opak W J0XHKBAIOT a0 50-
60 nmeT. YUuTbHIBas HEOJHOPOAHOCTh KIMHUYECKUX IPO-
SIBJIGHMI, Takue TMalMeHTbl MOTYT oOpaluatbcsi K
Pa3IMYHBIM CTIeLMATUCTaM.

HNuarHo3 cuHapoM XaHTepa MOXET 3aloI03peH Ha
OCHOBAHUM XapaKTepHbIX M3MEHEHWI BHELIHEro BMMA,
KOTOpBIE OMPEENSIIOTCS YK€ B paHHEM JIETCKOM BO3pacTe:
rpyObIe YepThl JIMIIa, YBEIMYEHNEe TOJIOBHI (MaKpolehaus)
U sI3bIKa, YTOJIILEeHUe Iy0, Oosbline yeatoctu (puc. 1, Tab.

1) [12,13]. B moapocTkoBOoM M 0OoJyiee 3pesioM Bo3pacTe
00JIbHbIE UMEIOT HU3KUIl POCT, KOPOTKUE 11IEI0 U KOHEYHO-
ctu. st MIIC 11 tTMmmYHO TsEKenoe MopakeHre OMOPHO-
IBUTaTeJbHOIO ammapara (MHOXECTBEHHBI IM30CTO3),
OCHOBHbIE MPOSIBJIEHUSI KOTOPOro ObUIM ONMMCAHbI elle
C.Hunter [1]: TyronoaBM>XXHOCTb U KOHTPAKTYPhl CyCTaBOB,
nedopmaius Kucteil (“Korrucras jamna”) ¥ MOo3BOHOYHMKA
(xudo3, ckonnos). [Mpu peHTreHOrpaduu ONMpeaeIsIIOTCS
YTOJIILEHUE BCEX KOCTEH M HEOMHOpPOAHAs occubUKalus
aMn(dU30B CYCTaBOB KUCTEH, TJIEYEBBIX U JIOKTEBBIX CycTa-
BOB. OTU U3MEHEHMsI MOTYT MPUBECTU K 3HAUUTEIbHOMY
OTPaHUYEHMIO TOABMXHOCTH OonbHBIX. [lpu ocmotpe
OTMEUAIOT TaKXe YTOJINEHNE U CHWXKEHUE 2JaCTUYHOCTH
KOXH, ManyJe3Hble BbICbIMaHus AuameTpoM 2-10 MM, KOTO-
pbIE MOTYT CIIMBaTbCs IPYT C APYTOM.

V 6onbimmHceTBa 60nbHBIX MIIC 11 HabmogaoTcs penu-
JNUBUpPYIOIIME MHGOEKINM BEPXHUX IbIXaTeJbHbIX MyTei,
omnpeneeHHbIq BKJIal B Pa3BUTHE KOTOPBIX BHOCST YBeE-
JUYeHUe s3bIKa, TUMEPTPodUs MUHIAIUH, U3MEHEHUS
YeNlcTeil, OrpaHMYMBaKIIMe OTKphiTME pTa [14].

Puc. 1. YeTbipHaguaTuneTHuin Manbuuk ¢ cuHapomoM XaHTepa: rpybbie uepTbl nuua (cnesa), MU3MEHEHUS KUCTeN (B cepeguHe) U
TYronoABHXHOCTb B MJie4eBbIX CYyCTaBax, He NO3BONSAIOLLAA NOAHATL PYKH Bbilue nie4yeBoro nosca [5]
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XapakTepHoe MpOSIBICHUE — PELUIMBUPYIOLIMI OTUT,
KOTOPBIN MPaKTUYECKM BCErAa COMPOBOXKIAETCS Mporpec-
CUPYIOIIMM yXyIllleHueM ciiyxa. YacTo pa3BuBaeTcs Hapac-
Tarolas OOCTPYKIIMS AbIXaTeIbHBIX MyTed, MPUYMHAMU
KOTOPOi1 MOTYT OBITh Cy>KeHUE W U3MeHEeHUe (hOPMBbI Tpaxen
u OponxoB [15,16], yBeandyeHne HaaropTaHHUKA U MUHIA-
JIMH, YyacTble MH(MOEKIUN BEPXHUX U HUKHUX OTIEIOB JbIXa-
TEJbHBIX MYTEN, 00pa3oBaHUE BI3KOTO CEKpeTa B HOCA U
Tpaxee [17], orpaHmYeHHe SKCKYPCUM TIPYIHOU KIIETKU.
OOCTpPYKIIMS AbIXaTeJbHbIX MyTEH 4acTO COMPOBOXAAETCS
CUHAPOMOM  amHo3® Bo  Bpemsi  cHa  [I8,19].
TpaxeobpoHxomasius (c1abocTh CTEHOK Tpaxed U OpoH-
XOB) MOXET MPUBECTU K OCTPOil OOCTPYKIIMU WM KOJJIATNCy
JbIXaTeIbHbBIX myTeit [17].

TTopaxxeHue cepama pa3BuBaeTCs MPAKTUYECKU Y BCeX
6osbHbIX MIIC 11 1 siBASIETCS OMHON M3 OCHOBHBIX MPUYMH
cMeptu [5]. [lepBble cMMNITOMBI OTMEYAIOTCS B BO3pacTe
okoJjio 5 j1er. C.Kampmann u coaBrT. [20] mpoaHanu3upoBa-
JIM UBMEHEHUST CO CTOPOHBI CEPAEYHO-COCYANUCTOM CUCTEMBI
y 102 6ombHbix MIIC II, He monyyaBumx (pepmeHTO3aMe-
CTUTENIbHYI0 Tepamnuio (MeaumaHa Bo3dpacTta 8 jer). Yane
BCEro OTMEYAIMCh MOpaxeHue KianaHoB (63%) u rumep-
Tpodus neBoro xenymouka (48%). JApyrue mposiBIeHHs
BKJTIOUATU B ce0s1 apTepUAIbHYIO TUIIEPTOHMIO (25%), apuT-
Mun (5%) M 3aCTOMHYIO CEepIeYHYI0 HeIOCTaTOYHOCTD (6%).
B npyrom uccienoBanuu [21] u3MeHEHUsS] MUTPAIbHOTO
WIM a0opTaJbHOTO KjamaHa ObLIM BBHISIBICHB y 24 u3 27
MaJibuyuKoB B Bo3pacte oT 2 no 11 ger ¢ MIIC II.

Omnoxenne Al mpuBOAMT K yBEJIIMYEHUIO TIEUEHU U
CeJIe3eHKU, KOTOPOE COMPOBOXIAETCS YBEIMUEHUEM XKUBO-
Ta B o0beMe. [1o JaHHBIM pasHbIX aBTOPOB, YacTOTa remna-
TOCTUIEHOMETaMu coctaBisieT oT 57% mo 90% [12,22,23].
IIpu ocMOTpe YacTo BBIABISIOT MYMOYHYIO U/MJIM MAXOBYIO
IpbIKY. Y OOJNBHBIX C TSDKEI0i GopMoii cuHapoMa XaHTepa
HepenKOo pa3BUBAETCS XpOHMYECKas Iuapesi, KOTopas Mmpu
JIerKoil hopMe 3a00s1eBaHuUs BCTpevyaeTcs peako [24].

Y GonbHbIX ¢ TsKenoi popmoii MIIC I ormevaror rpy-
Oble HEBPOJOTMYECKME pPacCTPOMCTBA, KOTOPbHIE OTCYT-
CTBYIOT IIpW Jerkoii ¢opMme 3aboneBaHusd. Jletu c
CUHIPOMOM XaHTepa HaYMHAIOT CaIUThCS, XOMUTb U TOBO-
PUThb TO3[HEE CBEPCTHUKOB. Y HUX YacCTO BCTPEYAlOTCS
MoBeJeHYeCKNe PacCcTpOiCcTBa, B TOM YMC/E TMOBBILIEHHAS
AKTUBHOCTb, YIPSIMCTBO M arpeccusi, yxyallaeTcsi MHTe-
JIEKT, pa3BWBAETCS TsKeslas KOTHUTUBHAS IHUCOHYHKIIMS.
VxynieHuio (GyHKIMM LEHTpajdbHash HEPBHOM CUCTEMbI
MOXKET CIOCOOCTBOBATh CPelHE-TsKeast WU TsKeaast TH-
pouedanus [25]. [IpumMepHO Y MTOTOBUHBI OOJBHBIX C TSDKE-
noii ¢popmoit MIIC II, moxwuBarmux no 10-meTtHero
BO3pacra, HabmonatTcs cynoporu [13].

VY nerteii ¢ nerkoit poopMoit cuHIpOMa XaHTepa HEBPOJIO-
TMYEeCKUe PacCTPOMCTBAa MUHMMAJbHbBIE WM OTCYTCTBYIOT,
MHTEJUIEKT MPaKTUYeCKU HOPMAJbHBIN, a CYyTOpOru BCTpe-
yatorcst peako [5]. MIIC Il moxer takxe rnmpuBecTd K pas-
BUTHIO CHMHIpOMA 3alsICTHOTO KaHaja, MPOsBISIOLIETOCS
JUTUTENIbHOM OOJIbIO M OHEMEHHUEM TMaJblEeB KUCTU B Pe3YJib-
TaTe CIaBJIeHUe CPEIMHHOTO HEPBa MEXIY KOCTSIMU U CYXO-
KUIMAMU  MBIIIL,  3amsacTha  [26]. Bo3aMoxHO Takxke
claBeHre CIIMHHOTO MO3ra BCJIENCTBUE CYXEHMSI CIMHHO-
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TABJIMLA 2. kckpeuus Al ¢ mouoi npu pasnuuHbix MIMC

Turm MIIC  Okckpenust AT

I JlepmaTaH- M rernapaHcyibdar

11 Jlepmatad- 1 renapaHcyibdar

I I'enmapaHcyabdar

v Keparancynbbar

\'% JepmaTaHcynbbat

VI IlepmaraH-, rerapaHcyibdar, XOHIPOUTUH-4-,6-cynbdar

MO3TOBOTO KaHajla U HeCTAOUJIbHOCTU aTJaHTOAKCUAILHOTO
KaHauna [5].

OuarHo3

IIpy OTCYTCTBUM COOTBETCTBYIOIIETO CEMEHHOro aHaMHe3a
nuarHo3 MIIC Il Hepeako ycTaHaBAMBAIOT TO3IHO.
Hanuuue HacnencTBeHHoro 3aboJjieBaHUS y MajlbuuKa
00OBIYHO TTONO3PEBAIOT Ha OCHOBAHUU XapaKTePHBIX M3Me-
HeHuil juia. [To maHHBIM oOciemoBaHust 263 OOJBHBIX
MIIC II, BxitoyeHHbIX B peructp Hunter Outcomes Survey
[27], MmenraHa Bo3pacTa Ha MOMEHT TOSIBICHHSI CUMITTOMOB
M YCTaHOBJEHHUS AMarHosa coctaBwia 1,5 u 3,5 j1er, cooT-
BeTcTBeHHO. Haubosee paHHUMU cUMIITOMaMU ObLIM Cpeji-
HWIl OTUT ¥ TpbDXKa TMepeaHell OpIONIHON CTEHKH.
M3mMeHeHus 4epT Juia ¥ TemaToCIIeHOMeraausl ONpeaessi-
ek Yy 95% u 89% GonbHBIX, cOOTBeTCTBeHHO. B FOXKHOI
Kopee mposisnenuss MIIC 11 Obuti peTpocrieKTUBHO TIPO-
aHAIM3UPOBAHbBL Y 75 OOJbHBIX, B TOM YMC/e 74 MaJbuUKOB
u 1 neBouku [28]. Yalie Bcero BCTpeyaauch renarocieHo-
Meramus (99%), uameHnenus yept auna (97%) v perauBy-
pyouuii cpenuuit otut (91%), a TakkKe H3MEHEHUS
KiarnaHoB cepata (89%), runepTpodust JeBOro Kenymouka
(68%) n aprepuanbHas tunieptonus (30%).

B kauecTBe CKPMHUHIOBOTO METOHA, IMO3BOJISIOIIErO
yctaHoBUTh quarHo3 MIIC, onpenensitor akckpenuio [AT ¢
mouoii. [Mpu MIIC Il yBenuuuBaetcst aKCKpelus aepma-
TaH- ¥ renapaHcyiabdara. OgHaKo AMArHo3 HOJIKeH OBITh
MOATBEPXKAEH C MOMOIIbIO OUOXUMUUYECKOTO UM TeHEeTUYe-
ckoro a"ammsa [11,29]. it 3T0Oro M3MepsIoT aKTUBHOCTh
HMAOypoHaT-2-cyiabdarasbl B IeiikouuTax, (pudpodaactax uiu
koxe. OTCYTCTBME MM HU3Kash aKTUBHOCTb (hepMeHTa y
MaJbuMKa TIO3BOJISIET YCTAHOBUThH JMAarHo3 CHHIpOMa
XaHTepa IpU yCIOBUM HOPMaJlbHON aKTUBHOCTHU IPYroit
cynbbarasbl, yYUTbIBAsI HEOOXOAMMOCTh MCKIIIOUEHUS] CUH-
JIpOMa MHOXECTBEHHON cyJib(haTa3HOi HEI0CTaTOUHOCTH.
ANBTEPHATUBON MOXKET CIYXUTb MCCIENOBaHUE AKTUBHO-
cTU (hepMeHTa B BBICYIIEHHOU Karuie KpoBu. [TomoOHbIe
00pasibl CTaOMIbHBI B T€YEHWE HECKOJIbKHMX JHEH Mpu
KOMHATHOM TeMITepaType M MOTYT OBbITh OTIpPaBIEHBI MO
1oyTe B JIaOOPaTOPUIO, HAXOISLLYIOCS B JPYrOM TOpoe
[30]. Ilpm HeoObluHOM deHOTHUIIE 3ab0eBaHUS WU
HEONHO3HAUHBIX pe3yJbTaTax OINpelneJeHUs] aKTHUBHOCTHU
(bepmMeHTa MPOBOAAT MOJEKYJISIPHO-TEHETUUECKUIT aHAIuU3.
H3mepeHne akTMBHOCTH (hepMeHTa He TI03BOJISIET MACHTH-
(uLMpoBaTh XEHIIMH, SBISIOIINAXCS HOCUTENSIMUA MYTaHT-
HOrO TreHa, TIO03TOMY C OTOH 1eJbl0 HeoOXOonUMO
OTPENENsATh COOTBETCTBYIONINE MyTamuu. [eHeTHuecKuit
aHaJM3 MOXET OBITb TakKe MCIIOJb30BaH IS MpeHaTa b-
HOM TMarHOCTUKM.
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Puc. 2. BausHue gnutenbHoi Tepanuu MaYpCynbgason no cpaBHeHMIo ¢ nnauebo Ha nporaeHHyIo 3a 6 MuHYT guctanuuio, ®XKEJ

B MPOLEHTaX OT AO/KHOMW W B MA U 3KcKpeuuto FAT ¢ Mouow

Ponb ngypcynbcasbl B neueHUU cuHapoma XaHtepa

B nacrosmee Bpems y 6oiapHbIX MIIC II Bo3MoxHa 3amMe-
CTUTENbHAS Tepanus uaypcyabdasoil (Bmnpanasa, Shire) —
ouMIIeHHON (GhopMoil uaypoHart-2-cyibbaradsbl, KOTOPYIO
MOJIyyaloT ¢ TIOMOIIbI0O PEKOMOMHAHTHOTO METOJA.
[IpenapaT BBOISAT BHYTpUBEHHO B 03¢ 0,5 MI/KT B TeueHUe
3 4 omuH pa3 B Hememo. DPHEKTUBHOCTh U 0€30IIaCHOCTh
unypcyiabdasnl (0,5 MI/Kr Kaxmaylo HeIeiao Wiu depes
He/leJI0) U3YYyaluch B IBOMHOM CJIENOM, PaHIOMU3UPOBAH-
HOM, TUIAIe00-KOHTPOJIMPYEMOM HMCCIIeNOBaHUU Y 96 60JThb-
HBIX B Bo3pacte oT 5 mo 31 roma ¢ MIIC II [22].
ITepBuunHbIM KpuTepuem 3¢hHOEKTUBHOCTH Obl1a KOMOMHM-
pOBaHHasE KOHeUHas TOYKa, BKIIOYABIIAsI B ceOs MPOiIeH-
Hyl0O 3a 6 MMHYT [OMCTAHIMIO M (HOPCHUPOBAHHYIO
KM3HEHHYI0 eMmKocTb Jerkux (PZKEJ) B mpoueHTax ot
nookHo#. [To aTomy mokaszatesnto uepe3 1 roa umypeyibha-
3a JOCTOBEPHO IIpeBOCXOIMIa IUIale0o0 (eXeHedeabHble
unoysun — p=0,0049; uHdysuu uepe3z Hemed0 —
p=0,0416). Tepanusa umypcyibhasoit (OIUH pa3 B HEAEIIO)
110 CpaBHEHMIO ¢ ILIanedo uepe3 53 Hemenu IpuBena K
JOCTOBEPHOMY YBEIMICHHIO TIPOMICHHOM 3a 6 MUHYT IHC-
tanumu Ha 37 M (p=0,013) u ®XKEJI Ha 2,7% (p=0,065) u
160 mu (p=0,001) (puc. 2). Kpome TOro, GbUIO BBISIBIEHO
yMeHbleHue pazMmepoB neueHu (p<0,0001) u cene3eHkuU
(p<0,0001). Dxckpenus 'AI' ¢ MOYOIf TakKKe ITOCTOBEPHO
CHM3MJIach MO cpaBHeHMIO ¢ Iianedo (p<0,0001). O6bem
JBWKEHUI B JIOKTEBOM CYCTaBe€ B OCHOBHOII IpyIIe yBeJIu-

yunca (p=0,0476), ogHaKO M3MEHEHUST MOABVXHOCTH B
NIPYTUX CyCcTaBaX MeXIy TPYMIaMyu OTCYTCTBOBAJIU.

[Tocne 3aBepieHus ucciaenoBaHus 94 00JBHBIX MTPOAOJI-
KWK JleyeHue uaypcyiabdaszoit B mosze 0,5 Mr/kr/Hen
OTKPBITBIM METOIOM B TeueHwme eie 2 jeT [31]. B Teuenue
storo nepuona ®XKEJT ysennumnacs Ha 25,1% (p<0,05), a
JIOCTUTHYTOE YBeTMUYECHUE TIPOMICHHOM 32 6 MUHYT TUCTaH-
LMY COXPAHSIOCh (MaKCHMallbHOE e¢ YBEeJIMYEeHUE B Cpejl-
HeM Ha 42+10 M 1O CpaBHEHMIO C MCXOAHOI OBLIO
BbIsIBIEHO yepe3 20 mecsiua). Pazmepsl meueHu U cee3eHKu
He U3MEHWINCh, a 9Kckpelnst [AlT B KOHEYHOM UTOTe HOP-
Maju3oBaiack (B cpeaHeM 81,7 MKI/Mr KpeaTMHUHA).
JlOMOJTHUTENBHO ObLIO OTMEUEHO KJIMHMYECKM 3HAaYMMOoe
yBeJIMYeHHe o0beMa IBMKEHUIN B IJICUEBBIX CycTaBax U
3HAUUTEIbHOE YIIyYllleHUe MoKasaTeseil KauecTBa XU3HM,
KOTOPOE OLIEHUBAIM CaMU AETH U UX POTUTEIH.

CXoIHBIE pe3yabTaThl OBUIM ITOJYYEeHBI B 12-MeCIUHOM
OTKpHITOM sioHcKoM ucciaenoBanuu JET y 10 B3pocibix
6ombHbIX (21-53 roma) ¢ MIIC II [32]. Dkckpeuns: TAT ¢
MOYOIf OBICTPO CHU3MJIACh B TeUCHUE TEPBBIX 3 MecsIeB
nocjie Havaja JeYeHUs] U y BCeX OOJIbHBIX HOPMAaIM30Ba-
Jlach K KOHITy uccnenoBanust (-79,9%). Pa3Mepsl rmedyeHn 1
CeJIe3eHKM TaKXe OBICTPO YMEHBIIMINCh Y BCeX OOJBHBIX
(1a 33,3% u 31,0%, coorBeTrcTBeHHO). KpOMe TOro, BBISIBU-
JI YBEJMYCHUE TIPOMICHHOM 3a 6 MUHYT OUCTAllMK Ha 54,5
M, ®XKEJI Ha 3,8%, obbeMa ABMKEHMI B cycTaBax Ha 8,1-
19,0° ¥ cHUXXEHUE MHJEeKCa MacChl MUOKap/a JIEBOTO XeJly-
noyka Ha 12,4%. IlepeHOCMMOCTh TIperapara Oblia
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xopoliueit. MHGY31MOHHbIE peakllii OTMEeYaIuch y TOJOBU-
HbI OOJIbHBIX, OTHAKO B OOJIBIIMHCTBE CIy4aeB ObUIM JIeTKHU-
MU U He TIOTpeOOBaU JIeUeHUSI.

G. Schulze-Frenking u coaBr. [33] olleHUBaIU BIMSIHUE
JUTATESILHOM Teparuu uaypcyibdasbl Ha pocT y 27 GOJbHBIX
MIIC II. Y nauueHToB, HauaBLIKX JeYeHUE B BO3PAcTe IO
10 siet, pocT B TeyeHHe 3 JIET YBEJIMYMJICS B CPeHEM Ha
14,6%5,5 cM. B atoii Tpymme cKopocTh pocTa OTKIOHSIACh
OT HOPMAaJbHOI TOJBKO Y OOHOro pedeHKa. Y OOJbHBIX,
KOTOPBIM Tepanuio HauMHaju B Bo3pacte nocie 10 e,
pocT 3a 3 roga yBeamumics B cpegHeM Ha 8,1+1,7 cm (1ipo-
TUB | CM B TeueHMe roja J0 Hayaja 3aMeCTUTENILHOM Tepa-
nuu). I[lo MHEHUIO aBTOPOB, TOJYYEHHbIE JaHHbIE
000CHOBBIBAIOT PAHHIOW (EPMEHTO3AMECTUTENIBHYIO TEpa-
muio y 6oabHbIX MIIC 11. 3HaunTtenbHOE yBeIUYeHUE pocTa
MpY JIeYeHUM UAYPCYIbdaszoit ObUIO TaKXKe BBISBICHO MpU
PEeTPOCIIEKTUBHOM aHalM3e Pe3yJbTaTOB Teparnuu y 00Jib-
HbIX, BKJIIOYeHHBIX B peructp Hunter Outcome Survey [34].

B xiuHuYeckue uccienoBaHMsS BKIIOYAIU OOJbHBIX
crapiie 5 JIeT, OHAKO HAKaTUIMBAETCS TMOJIOXUTEIbHBIN
OTIBIT MMPUMEHEHUST UAYPCYIbhasbl ¥ Y IeTeil B BO3pacTe 10
5 ner [35].

Nnypcynbdaza He nmpoHUKaeT yepe3 remMatosHuedanm-
YecKMii bapbep M, COOTBETCTBEHHO, HE OKA3bIBAET BIIMSHUS
Ha KOTHUTMBHbBIE U MOBEJEHUYECKUE PACCTPOIiCTBa, pa3BU-
Batomuecs ripu MIIC I1.

CBa3pb Mexny HakoruieHueM I'Al’ 1 KIMHUYeCKUMMU IIPO-
sapiaeHussMmu MITC I1 o6ocHOBbIBaeT paHHee Ha3HAYeHUE
(bepMeHTO3aMECTUTELHOI Tepanuu, XOTs Jaxe y OOJIbHBIX
¢ ganexo 3amemiieil opmoil 3abojeBaHUS OHA MOXKET
MPUBECTU K 3HAYMTEJIbHOMY YBEJIMUEHMIO KayecTBa KU3HU
3a CUeT yJaydlieHus (PYyHKIIMU JIeTKMX, YMEHbIICHUS rera-
TOCTUIEHOMETATMY U YBEJIMYEHUsT MOABMKHOCTU B CycTaBax
[36]. B eBpomeiickux peKOMEHAALMSIX MO IUATHOCTUKE U
neyeHnto MIIC I1 [29] Bcem GoJbHBIM, HE3aBUCUMO OT
(eHoTHMNA, peKOMEHIYETCs TIPOBOIUTD TEPATMIO UIYPCY/Ib-
(azoii B TeueHue 1o KpaiiHeil Mmepe 12-18 mecsiieB, mocie
Yero COBMECTHO C POAMTENSIMA MOXHO TMPUHMMATh pelle-
HHE O 11eJIecO00pa3HOCTU MPOAOJIKeHUs JeueHus. Tepamus
He moka3aHa O0oJibHBIM ¢ Tsikenoit opmoit MIIC 11, y
KOTOPBIX MaJio BEPOSITHO JOCTHXEHUE KAKOro-Jaubo MmoJjio-
JKUTENBHOTO 3¢ deKra.

3aknioueHue

MIIC II, unu cunapom XaHTepa, — 3TO pPeAKOe Hacael-
CTBEHHOE 3a00JieBaHUE, KOTOPOE MOpaxaeT paszJuuyHble
opranbl M TKaHU. {DepMeHTO3aMEeCTUTENbHAsI Teparus
uaypcynbhasoit O3BOJISIET BOCCTAHOBUTD HEMOCTATOYHOCTh
JIM30COMAJIBHOTO (hepMeHTa U B KJIMHUYECKUX HCCIeI0Ba-
HMSIX BbI3bIBaJIa HopManu3auuio skckpeuun [Al ¢ Moyoit,
yaydlllajga KauecTBO KM3HU OOJBbHBIX M OKa3blBaja 0yaro-
MPUSITHOE BAMSIHUE HA HEKOTOPbIE MPOSIBIEHUS 3a00JieBa-
HUS, B TOM 4MCJIe BBIPAXEHHOCTb OpPOHXUAIBHOU
OOCTPYKLMH, TOJEPAHTHOCTb K (PU3MYECKOIl Harpyske,
JIMHENHBIA POCT, pa3Mephbl MEYeHU U Cee3eHKU, 00beM
NBUXEHUST B cycTaBax. DPdEeKTUBHOCTh Teparnuu BbIIE,
€CJIM ee HauMHAIOT B OoJiee paHHEM BO3pacTe, KOraa ellle
OTCYTCTBYIOT TSIXeJIble HeOOpaTUMble U3MEHEHUST OPTAaHOB U
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TKaHeil. aypcynabdaza He MpOHMKaeT yepe3 reMaTosHLe-
(anuueckuii 6apbep M, COOTBETCTBEHHO, HE OKa3bIBaeT
BJIMSIHMS HA HEBPOJOTMYECKME PACCTPOMCTBA, CBOMCTBEH-
uele MIIC II. CooTBeTCTBEHHO, €€ NMPUMEHEHHE Mallo
000CHOBAHO Y OOJIbHBIX C I'PYOBIMU HEBPOJOTMYECKUMU
nedekTamu, X0Ts y O0JbHBIX € TSDKeIol (popMoil cuHIpOMa
XaHTepa MOXHO OXWAAThb YMEHBLICHUS NPYTHX coMaThye-
CKUX TIposiBieHuir Oone3Hu. [lojb3a mpuMeHeHUs TpU
MIIC II T.H. TenaTonpoTeKTOpPOB, MPOTUBOBOCIATIUTEb-
HBIX CPEICTB, BUTAMMHOB M MPENapaToB, YJIy4IIAIOLINX
AHTUOKCUIAHTHYIO 3alllUTY W TMPOIEeCChl KIETOUYHOH OMOo-
9HEPreTUKU, KOTOPbIE HEPEJKO HA3HAYAIOT B HAlllei CTpaHe
MalMeHTaM C HEU3JIeUMMbIMU HACJIENCTBEHHBIMU 3200J1eBa-
HMSI, BbI3bIBaET COMHEHUSI. B eBpomneiickux pekoMeHaausx
MoA00HBIe TIperapaThl BOOOIIE He YITOMUHAIOTCS.
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