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XoHopoducmpopuueckas MUOMOHUS XAPAKMEPUZYEMCS 2eHePANUZ08AHHOI MUOMOHUMECKOI MUORAMUCH, MACKOOOPA3HbIM AULOM, CKe-
AemHoU ducnaasueil, KOHMPAKMypamu cycmagos, 3a0epiucKoll pocma u co3pesanus Kocmuou mxanu. Hoenmuguuyuposano dsa muna
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Clinico-genetic heterogeneity of chondrodysthrophic myotonia

N.A. Shnayder
Krasnoyarsk State Medical University named after Prof. V.F. Vojno- Yasenetsky

Chondrodystrophic myotonia characterized by generalized myotonic myopathy, masklike face, skeletal dysplasia, contracture of joints,
growth retardation and bone maturation delay. Two types have been defined by the age of manifestation of the symptoms: the severe neona-
tal form, sometimes called type 2 (Stuve—Wiedemann syndrome), and the classical form (Schwartz—Jampel syndrome) with late infantile
or childhood manifestation. Therapy targets electrical stabilization of the muscle membrane. Successful therapies include anticonvulsants

and antiarrhythmic drugs.
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BsepeHue

29 despains 2008 . B EBporie BriepBbie ITpoBeieH JeHb
penkux (opdanubIx) 00ae3Hel (European Rare Disease
Day). DToT 1eHb OTMeuaeTcst 1o MHuIMaTuBe EBporeii-
CKOIl OpraHM3allly 110 M3YYCHUIO PEIKUX OoJle3Hell —
EURORDIS (European Organisation for Rare Diseases).
Hata (29 deBpasist) BEIOpaHa He CIyJaifHO: 3TO AeHb, KO-
TOpHIN ObIBaeT 1 pa3 B 4 roga. DTO «OCOOBIN JAeHb IS
0COOCHHBIX Jromeit». 29 deBpang 2012 . (4 roma cIycTs)
BHOBb cocTosuics [leHb penkux 0ojie3Heil. B ator meHb
OpraHM3alNM, 3aHUMAIOIIECs PEIKUMHU 3a00JIeBaHUSIMMU,
IIPOBEJIN OOIIECTBEHHBIE aKIIMK BO BCexX cTpaHax EBpo-
cotoza. OOyyaroumii ceMuHap Ajisi Bpaueid U CTyJeHTOB
CTapIInX KypcoB OBLT IpOBeeH 1 Ha 6aze HeBpomornye-
CKOTO IIEHTpa SIMIICTITOJIOTMY, HEIIPOTeHETUKHU 1 MCCIIe-
IOBaHUS MO3Ta YHUBEPCUTETCKOM KIMHUKUA KpacHosp-
ckoro 'MY um. ipod. B.®D. BoiiHo-fceHenxoro.

Ee B 80-e rogpr XX cToNIeTHS HEKOTOPBIE CTPAHbI 00~
paTWI BHUMaHME Ha ITpo0IeMy JIFOAEH ¢ peaKiMu 3a00J1e-
Bannamu. Ceituac B ABctpanmuu, TaiiBaHe, Cunrartype, CLLIA,
SAmonum, B crpaHax EBpocoro3za TpUHSTH CIieIIAaIbHBIC
3aKOHBI, CTUMYJINPYIOIIE HayKy 1 OM3HEC pa3padaThiBaTh
TIpenaparsl 1T JICUCHUS PeIKMX 3a0oeBaHuit. B mociename
TOMIBI AaHAJIOTUYHBIE 3aKOHOIATEIbHBIC aKThI IPIMHUMAIOTCST
n B Poccuiickoit Menepaunu. B ctpanax EBpornbl cerogHs
HacuuThIBaeTcss 0KoJ1o 300 ThIC. YeTIOBEK, CTPATAIOIINX OTHOM
M3 TaK Ha3bIBAEMBIX peIKUX OoJe3Heil. HekoTopsle marm-

eHTBI KIyT 1o 2530 jieT, mpexe YeM UM OyIeT IoCTaBJIeH
MpaBWIbHBIN ararHo3. K penkuM 3a001eBaHUSIM ITIPUHSITO
OTHOCHUTB TaKH€, KOTOPbIe BCTPEYAIOTCS He Yallle, 4eM B 1 cIty-
Yae Ha 2 ThIC. YeJIoBeK. [1o orieHKaM 3KCIIepToB, B MUpPE CYIIIe-
CTBYeT 10 7 THIC. OTTACHBIX [UTST XKM3HU YeJI0BeKa PeIKIX 00Ie3-
Heit, 80% o5TuX 3a00JeBaHUIl SIBISIOTCS CJIEACTBUEM
TeHETUIeCKHX eheKToB. OMHNM U3 peaKrX 00JIe3HE MOKHO
CYNTATh Y XOHAPOIUCTPODIIECKYIO MUOTOHMIO (XIM).
EURORDIS moguepkuBaeT, 4TO MOBBICUTH 3 dheK-
TUBHOCTh MWATHOCTMKW WM TEpalnMy peaKuxX OoJe3Hei
MOXXHO JIUIITh B paMKaX ITIPOKOTO MEKIYHApOITHOTO CO-
TPYIHUUYECTBA U PETYIIPHOTO OOMeHa MH(MOPMAaIIUEA.
MuoTOHMS — 3TO KJIacC HACJICACTBEHHBIX OOJIe3HEH,
B OCHOBE KOTOPBIX JIESKUT MEeMOpaHHBIH nedeKT (KaHaIoma-
THST), TIPOSIBIISIIOIIMICS B OTCPOYCHHOM pacciaablIeHUU
MBIIIIII, CITa3Me MX Ha HECKOJIBKO CEKYHI, BO3HMKAIOIIEM
TOC/e TIPOU3BOJIBHOTO COKPAIICHUS MM MEXaHMYECKOTO
(amekTpryeckoro) Bo3oyxkmeHus [1, 2]. XM (cuH.: cuHI-
poM IIBapria—/Ixxammena, cuHapoM Adepdenbaa, CHHIPOM
IBapua—/Ixxamnena—Aodepdenbaa, CIIOHIMIOMMETa-
(be3manpHast TUCIIIA3USI C MUOTOHMEH, OCTEOXOHIPOMYCKY-
JisIpHasT aucTpodusi) BIIEpBBIE OIMMCaHa B Havdaiae XX B.
aMepUKaHCKIUMU BpadyamMu — HeiipoodTaapmonaorom Robert
Steven Jampel u memnatpom Oscar Schwartz, KoTopbie
B 1962 1. B xxypHaie «Archives of Ophthalmology» ory0.m-
KOBaJIN CTaThIo « BposkmeHHBIH O1ehapodrMo3 ¢ yHIKaITb-
HOI reHepaJIn30BaHHOI MUOIIaTHe». B 310l cTaThe aBTOPHI
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MIPEICTaBWIIN KIIMHIIEeCKOe HAOTI0IeHe HACTICICTBEHHOTO
HEMPOMBIIIEYHOTr0 3a00JieBaHUs y 2 AeTeii (6-71eTHEro Majb-
YyKa 1 3-JIETHEH IeBOYKI) U3 OMHOI CEMbH, CAeIaB aKIICHT
Ha CJICIYIOIINX CUMITTOMAX: BPOXKIEHHOM OJiechapodrmose
(YMEHBIIICHIH TJIa3HBIX IIe/ICH IIPU HOPMATBHOM Pa3BUTHH
BEK), IBOMTHOM psii¢ PECHUII, HEOOBIYHOM («HAMOPIIECH-
HOM») BBIpaXXCHHUU JIMIIA, OeUIIATE MBIIICYHON MAacChl
B COYETAHMM C KOCTHBIMM JIe(POpMALISIMUA 1 HE3HAYUTEITh-
HBIM TTOBHIIIICHNEM YPOBHSI aJIbI0Ia3bI B CBIBOPOTKE KPOBU.
DnexTpomuorpadust He TPOBOAMIACH. ABTOPBI BbICKA3aTH
TIPEIITONIOKEHIE, UTO 3a00JIeBaHIEe O0YCIIOBIICHO TeHEPATH-
30BaHHBIM TIOPAXKEHUEM MBIIII W CYXOXWINA B MEpPUOL
miagendectsa. [losxe HeBposmor Donald Aberfeld (1965)
TTOBTOPHO OMNMUCAJI 3THX JAETei, CKOHIICHTPPOBAaB BHIMAaHME
Ha HEBPOJIOTMUYECKOM CUMITTOMATHKE, B YACTHOCTH Ha ITPO-
TPEeCCHUPYIOIIeM XapaKTepe MUOTOHMYECKOTO CHHAPOMA.
ABTOp OTMETHJI, YTO IJIST 3TOTO 3a00JICBaHUSI XapaKTePHBI
MUOTIaTIYeCKast MUOTOHUSI C BPOXKICHHBIM OJiechapodrmo-
30M 1 XapaKTepHBIM BbIpaXKeHUEM JINIIa, KOCTHASI TUCITIA-
31 M MBIIIIEYHbIE KOHTPAKTYpHI [3, 4]. B ¢cBsI3m ¢ BKiIagom
aBTOpa B OIMMCAHNE HOBOI CAaMOCTOSITEJTbHOI HO30JIOTIIC-
CKOM (pOpMBI HEMpOMBILIEYHOI Tatoiorun XM B 3apy-
OeXKHOI IuTepaType M3BECTHA TaKXKe KakK CUHAPOM Abep-
denbaa nm cuaapom LIBapa—/Ixxamriesa—Aodepdenbaa.
B 1971 t. Stuve m Wiedemann omucanm 2 cectep u Ux
JIBOIOPOIHOTO OpaTa ¢ KIIMHUYECKO KapTUHOI 3a00eBa-
HMSI, HarloMuHaromero cuaapom IlIBapira—/Ixkamrrera—
Abepdenpaa, HO UMEIOIIETO CBOM OCOOEHHOCTU: HU3KUIA
POCT, KaMITWJIOMAKTIWINIO (CTHOATeTbHYI0 KOHTPAKTYPY
MTPOKCUMAJTLHBIX MeXK(aTaHTOBBIX CYCTABOB MAJTBIICB KVICTH)
C yABHAPHOM IeBUAIIMEl, KOHTPAKTYPhI TIOKTEBBIX 1 MEXK-
(hamaHTOBBIX CYCTaBOB, YKOpPOUEHHE TPYOUATHIX KOCTEH
¢ yBenmmueHeM nx Metadu3oB. OgHa OobHAs yMepia Ha
10-11 meHb XXM3HM OT AbIXaTeJIbHOI HEIOCTATOUHOCTH C Pa3-
BUTHEM aITHO3, y €€ CECTPHI pa3BIJICS CIIOHTAHHBII SITM30]T
3]I0KaYeCTBEHHOM TMIIEPTEPMUH C TTOBBIIIICHNEM TeMITepa-
TyphlI Tena 6osee 41 °C 1 teTanbHBIM UCXOA0M Ha 5-i1 1eHb
K3HU. VIX TBOIOPOIHBIN OpaT TaksKe yMep OT AbIXaTeTbHOM
HEIOCTaTOYHOCTH B HEOHATaJIbHOM Iiepuope. Pomurenn
MMAIIMEHTOB OBLIM POICTBEHHMKAMM: MaTepy OBbIIN CecTpa-
MM, a OTIBI — OPaThIMU. ABTOPHI ITPEIITONIOXKIIINA, 9YTO Ha-
CJIeACTBEHHOE 3a00JieBaHKE ObLIO 00YCIOBIEHO HEOOBIYHOM
POICTBEHHOU CBSI3bI0O MEXOY PONUTCIISIMHU TIAIIMEHTOB.
B 1987 r. Farrell 1 coaBT. onucaim cXOOHOE TSLKEIO0€E I1aTo-
JIOTUYIECKOE COCTOSTHIE Y HOBOPOXKICHHOTO MaJTburKa, TIPH-
BeIlee K ero CMepTH B 12-mHeBHOM Bo3pacTte. Ilo3xe
Al-Gazali (1993), Kozlowski u Tenconi (1996), Cormier-
Daire (1998) u apyrue aBTOpHI TIONTBEPIWIN, YTO CHHIPOM
CryBa—BunemanHa, nMeomumii (heHOTUITNIECKOE CXOACTBO
KJIMHU4ecKoi cuMmnroMatuku ¢ X/AM 1A u 1B tunos, camo-
CTOSITeJTbHOE HACJICACTBEHHOE HEMPOMBIIIIEYHOE 3a00JIeBa-
HHE C ayTOCOMHO-PEIIeCCUBHBIM TUITOM HacJICIOBaHMSI.

Knaccuthurauus
B HacTostee BpeMst mpr3HAHO, YTO 1A (KJIaCCUUeCKMin)
u 1B renetnueckue tumnbl X/ IM cBsI3aHBI ¢ pa3TAYHBIMU T10

CTeIeHU TsoKecT MyTaunusaMu reHa HSPG2 (heparan sulfate
proteoglycan 2), KOTMPYIOIIETO CHHTE3 OeJIKa IepiekaHa Ha
xpomocome 1p34-p36.1 [5]. B 2006 . Stum u coaBT. MAEHTH-
durmpoBan 25 pa3mMIHbIX MyTaluii reHa HSPG2, BKmodast
22 HOBBIC MYyTAIINH, PacIIpeie/IeHHBIC HA Pa3IMYHbIX yJacT-
Kax reHa y 35 mamueHToB U3 23 cemeit ¢ XM 1 Tuma.
B 2001 . Arikawa-Hirasawa orucan roMO3UTOTHYIO JYyTTIV-
Kaumio reHa HSPG2 B no3uiuu 34 Ha Xpomocome 1p mpu
cunapome CunBepmaHa— XaHAMeKepa. DTa HyJieBast MyTa-
VST IIPUBOIUT K ITOJTHOMY BBIKITIOUCHUIO CHTE3a TIepJIeKa-
Ha. KoHIlenTyaabHO aBTOPOM TIPEIJIOXEHO BBIICIUTH
1Ctunn XJIM BBUAY CXOXECTH KIMHUYECKOTO TEeUEeHUS
¥ reHeTrYecKoi rpupoasl XM 1 tumna u cuHapoma Cuii-
BepMaHa—XoHAMeKepa. XM 2 thuma oOycioBlieHa MyTa-
mmeii reHa LIFR (leukemia inhibitory factor receptor), komu-
pyIOIIETO perenTop (hakTopa MHTHOMTOpA JeKeMUn Ha
xpomocome 5pl3.1 [6]. [eneTnueckas rereporeHHoCTh X/ IM
JIETJIa B OCHOBY TTOCJICTHAX M3MEHEHUI KITMHUIECKOM Kilac-
cuduKay 3a00IeBaHs.

dnupemuonorus

Cyuraercd, ytro XAM, Bkmoyast 1 1 2 TUITBI, SIBIISIETCS
PEeIKIM HaCJIeICTBEHHBIM HEMPOMBIIIICYHBIM 3a00JICBaHU-
eM. Ee smmpemmosnioruss B Mupe M3ydeHa HEZOCTAaTOYHO.
B Hammonansnom nHCTHTYTE 300p0oBhs (NIH — National
Institutes of Health) CILIA 3aboneBaHre BHECEHO B CITMCOK
penxux 6ose3Heit — ORD (Office of Rare Diseases). Tepmua
«3aboseBaeMocTb X/ IM» oTpaxaeT YMCIIO e3KeTOTHO BHOBb
3aperMCTPUPOBAHHBIX ciydaeB. OmHaKo B ciaydae ¢ XM
TIOHSITUS «3200J1EBAEMOCTh» M «PacIpOCTPAHEHHOCTL» (Ha-
KOTUTeHHas 3a00JIeBa¢MOCTh) MOTYT OBITh OTHOCUTEIIEHBIMU
BeJIMYMHAMU, TTOCKOJIBKY (BBHUIY TSKECTH 3a00JICBaHMS
¥ KOPOTKOM IIPOIOJDKUTEIBHOCTH SKM3HU TTaltmeHToB) XM
PEIKO TMarHOCTUPYETCS IMPYKM3HEHHO CITEIIUAICTaMU, He
VMEIOIIUMU CIICIIAATBHOM ITOATOTOBKY B 00J1aCTH HACTIEI -
CTBEHHOM HEMPOMBIIIICUHON MATOJIOTUH. Psm sKcriepToB
CUMTAIOT, YTO PaCIIPOCTPAaHEHHOCTh U 3a00sieBaeMocTh XJIM
MOTYT 3HAYUTEIbHO OTIMYaThes. K mprmMepy, HermpomosnKu--
TeJIbHOE 3a00JIeBaHNE, TIOT00HO TPHUITITY, MOKET UMETh BbI-
COKYIO €KETOMHYI0 3a00JI1eBaéMOCTh, HO HU3KYIO PacIIpo-
CTPaHEHHOCTbH, B TO K€ BpeMsI ITOXXKM3HEHHOE 3a00JIeBaHNE,
TOIO0OHO caXxapHOMY IMa0eTy, MOXeT UMETh HU3KYIO exKe-
TOIHYIO 3a00JIeBa€MOCTh, HO BBICOKYIO PACIIPOCTpaHEH-
HOCTb.

Xotsg XJIM nepBoHavanbHo onrcada B CIIIA n Ka-
Hazge (nmo3xe B EBponie — ®pannumu, [Mopryrammu, Mra-
qmn, FOrocmaBuu u ap.), B HaCcTOSIIIEe BpeMsl HAaMOOJIbIIIee
YHUCIIO CITyJaeB 3a00JIeBaHNST 3apeTUCTPUPOBAHO Ha bk-
HeM Boctoke (B Omane, Memene, Ceneraie, O6beIHEH-
HBIX Apabckux Dwmumpartax, Typuuwm, M3pamne u mp.),
B IOxHOIT Adpuke 1 Ha KaBkase, 4To 0OBSICHSETCS BbI-
COKHM YPOBHEM OJIM3KOPOJICTBEHHBIX OPAaKOB B 3THX Pe-
ruoHax [7, 8]. He HaiimeHO pa3iamymii B 4aCTOTE BCTpeUac-
Moct X/IM B 3aBUCHMOCTH OT pachl, HAIIMOHATBLHOCTU
¥ 11oj1a 60sbHBIX. CunTtaercs, yto XJIM Hacnemyercs 1o
ayTocoMHO-penieccuBHOMy Tumy [9—11]. R.M. Pascuzzi
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Puc. 1. Poab nepaexana 6 netipomviieunoti ynkyuu [E. Arikawa-Hirasawa et al., 2002]

u coaBT. (1990) [12], P. Manikoth u coaBt. (2005) [13]
onucajv KJIrnHu4eckre HabmoaeHust XJAM ¢ ayTocomMmHO-
MTOMMHAHTHBIM TUIIOM HAacJIeIOBaHUsI, HO OOJBITMHCTBO
3apy0OesKHBIX IKCIIEPTOB B 00JIaCTH HACJICICTBEHHOM Heii-
POMBIIIIEYHOI TATOJIOTUN CUNUTAIOT, YTO BBIIIIE OIMMCAHHbBIC
3abojieBaHus auinb ¢eHokonuu X/IM. Bopouem, stor
BOIIPOC OKOHYATEILHO HE PEIleH M HYXKIAaeTCs B OO~
HUTEJIBHBIX MOJICKYIISIPHO-TeHETUIECKIX MCCIICTOBAHMSIX.

XM 1A tuna He cokpalliaeT 3HaUMMO MPOJOKUTEIb-
HOCTb Xu3HM 0oibHBIX. XJIM 1B Tnnma xapakrepusyercst
BBICOKOI MJTaZICHIECKOI CMEPTHOCTHIO, HO HACKOJIBKO 3TO
3a00JIcBaHIE COKPAIIIACT MPOIOJDKUTEIBHOCTD KU3HU Y BBI-
KUBIINX OOJBHBIX M3y4eHO HegocTaTrouHo. XM 1C tuma
u XJIM 2 Tuma onpeaeaeHHO COKPAIIAOT ITPOIOJIKITEIb-
HOCTb XW3HU: OOJBIIMHCTBO OOJBHBIX HE MOXUBAIOT IO
MOAPOCTKOBOIO BO3pacTa.

B Hacrosmiee BpeMst HeT JaHHBIX 00 STHUYECKUX WJTH
PacOBBIX 0COOEHHOCTSIX AruaemMuonoruu XAM.

Jmuonamorenes

Cpeau maToreHeTUYeCKUX 3BEeHbEB MEXaHM3Ma pa3-
ButHs X/IM BaxkHYIO pOJib 3aHUMAET HapylueHue GyHK-
LMY MBIIIEYHOM MeMOpaHbI 3a CYET MyTallMU IepiieKa-
Ha — OeJnika ¢ MoJieKynsipHbIM BecoM 400 k/la. [Tepnekan

WUTpaeT BaXKHYIO poJib B T GepeHIIMPOBKE KIETOK, BKITIO-
yass BHYTPUKJICTOUHBIN MaTPUKC, a TAKKE B MOMYJISILINA
(bakTOpPOB aKTUBAIIUM U PA3BUTHS PEIICTITOPOB HA HAPYXK-
HOM KJIETOYHOI MeMOpaHe B pa3IMYHbIX TKaHIX [14, 15].
Ilepnexan CBA3BIBACTCS C Pa3TUIHBIMM MEMOpPaHHBIMU
6enkamu (koyutareHoM IV tuma m mamMuHmHOM 1 THIIA),
a TaKKe ¢ perierTopaMy Ha Hapy>KHOUM MeMOpaHe KIIeTK!
(B,~-MHTErpUHOM U 0-AUCTPOrIMKaHOM) (puc. 1) [16].

XJIM 14 muna (cvanpowm IIBapria—/Ixxkammena 1A tura,
Kimaccuueckuii Tur cuHapoMma IlBapua—/Ixxammena—Aodep-
dempma; MIM 255800) odycimoBneHa myTanueil reHa HSPG2
Ha xpomocoMe 1p34-p36.1, npuBOAALIEN K CUHTE3Y aHO-
MaJIbHOTO OeJIKa TepiieKaHa CO CHIDKEHHOM (DyHKITMOHAITb-
HOI aKTMBHOCTBHIO. TWIT HaclIeZOBaHUSI — ayTOCOMHO-
pereccuBHbIli. OmucaHo poxXaeHWE OJIM3HEIIOB
¢ kmaccuveckoit popmoit XJIM 1A tuma [17].

X/IM 1B muna (cvanpowm I1IBapia—/Ixxamrrena 1B Tuma;
MIM 255800) obycnopneHa myTarueii rena HSPG2 Ha Xpo-
mocome 1p34-p36.1, mpuBoIsIIEil K CUHTE3Y YCEYEHHOTO
OeJTKa repIrekaHa MM K BEIpaXXKeHHOMY CHIDKEHHIO CMHTE3a
Ocnka TiepiiekaHa. TWm HacliemoBaHUS — ayTOCOMHO-
PELIECCUBHBII.

X/IM 1C muna (cvaapom CuBepMaHa—X3HIMEKepa,
IUcceTMeHTaIbHas auctuia3ns CuiBepMaHa—XoHIMEKepa,
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JIMCCeTMEHTaTbHAs KapJIMKOBOCTh; MIM 224410) aBnsieTcs
CJIeICTBMEM HYJIeBOI MyTaiuu reHa HSPG2 Ha xpoMocome
1p34-p36.1, npuBomsiLeil K BbIKIIOYEHUIO CUHTE3a OesiKa
nmepiekaHa. Tum HaciemoBaHUST — ayTOCOMHO-pelec-
CUBHBIN.

Takum obpazom, XM 1A, 1B u 1C tumoB — 310 aj-
JIEJIbHBIE COCTOSTHUSI, O0YCIOBICHHBIC Pa3HBIMU MYyTaLIMSI -
MM B OITHOM M TOM Xe TeHe Oenka repiaekaHa (HSPG2) Ha
xpoMmocoMme 1p34-p36.1.

X/IM 2 muna (cuaapowm IlIBapira—/Ixxamriesna 2 Tuma,
cunapom CryBa—Bugemanna; MIM 601559) oGyciosie-
Ha HyJieBoil Mytauueii reHa LIFR Ha xpomocome 5pl3.1
B jokyce D5S418. Tun HacieqoBaHUSI — ayTOCOMHO-pe-
LIECCUBHBI.

[MpramHa TOCTOSTHHOM MBIIIICYHON aKTUBHOCTH TIPHU
XM HegocTtaTOuHO M3y4yeHa. Bo3aMOXKHO, aHOMAaJIbHbIN
TepieKaH CIYXXUT MPUIMHON BTOPUYHOTO HAPYIICHMS
CTPYKTYPBI HOHHBIX KaHAJIOB MEMOpaHbI MBITIICUHOM KJIET-
ku. OgHaKO HE SICHO, IMOoYeMy 3TOT HedeKT 0a3aIbHOMI
MeMOpaHBI IPUBOIUT K Pa3BUTHIO CKEJIETHBIX M MOP(PO-
JIOTUIECKUX aHOManuii. B HacTosIiee BpeMst He HallmeHO
HUKAKNX CBUIIETEJIBCTB, YKA3bIBAIOIIMX Ha TOPaKeHUE
repsiexaHa rpu cuHapoMe CtyBa—BumeMaHHa, XOTS CUM-
IITOMaTHKa TTOpPaXXeHWsST MBI TIpu 3ToM THuie XM
cxomHa ¢ 1A, 1B m 1C tumamm 3a6oneBanust. B 2003 &
Di Rocco Haiien aHoMallbHO€ HAKOIUJIEHWE JIMITUIAHBIX
KaIreJIb B MBIIIIIIaX 00JbHBIX ¢ cmHIpoMoM CtyBa—Bume-
MaHHa, XOTsI YTO 3TO O3HAYAET, OCTACTCSI HESICHBIM.

RnuHuka

K 2008 1. Ha ocHOBe MeTaaHaIM3a BCeX TOCTYITHBIX O -
caHuit cimyyaeB XM B MUPOBOI MEAULIMHCKON MPaKTUKE
ObUIO BBIIEJICHO 44 KIIMHNYECKUX MPU3HaKa 3a00JIeBaHus],

BKJIIOYAIOIIIUE: HU3KUI POCT, MUOTOHUIO, TPYCTHOE JIULIO,
3aCThIBILIEE BbIpAXKEHUE JIMLIA, IUIOTHO CXKaTble TYObl, y3KUE
IJIa3HBIE IIIEIH, MAJICHBKYIO HYDKHIOKO YeTIOCTh, MBIIIICUHYIO
runepTpodrio, TUIopedIeKCHUIO, OrpaHTICHUE IBVKCHUI
B cycTaBax (OempeHHBIX, JIy9e3arsICTHBIX, MeXK(alaHTOBBIX
Ha KHCTSX U CTOIaX, IT03BOHOYHNKA), YKOPOUECHHE TT03BO-
HOYHHKA, KOPOTKYIO I1Ier0, (pparMeHTanunio anuduza oe-
IPEHHOU KOCTH, AUCTUIA3UIO Ta300eIPEHHBIX CYCTABOB, COXA
valga, coxa vara, pacmpeHre MeTadmu3oB, OCTEOIOPO3,
nedopMaIiio CBoJa CTOIT, TOHKUIA BBICOKHIA TOJIOC, OJre-
dapodrmMo3, 6IM30pyKOCTD, IUTMHHBIC PECHUIIBI, OECITOPSI-
JIOYHO PaCTyLIME IYCTbI€ PECHULIbI, IJTIOCKOE JIM1IO, MaJIEHb-
KWl pOT, HU3KO TOCAXXKEHHBIC YIIIM, MaJlcHbKUE SIMIKH,
TaXOBYIO U ITyTIOYHYIO TPBIKH, IIPOTPECCUPYIONITYI0 MUOTO-
HUIO, TIPOTPECCUPYIONTYIO aTPOMUIO MBIIIILI, TIepeBaTBAIO-
mytocst (YTUHYIO) TIOXOJIKY, ITOTYIIPHUCEAONIYIO TTO3UITUIO
TIpY XOIK0E 1 CTOSTHUH, CITIOHOTEYCHHE, HESICHYIO Pedb 1 Ip.
TToMrMO BbIlLIEIEPEUMCIEHHbBIX OOILIMX KIMHUYECKUX MPU-
3HaKOB X/IM MOTyT IMarHOCTHPOBAThCS M IPYTHE KIIMHM-
YECKME CUMITTOMBI, 7 13 KOTOPBIX YITIOMUHAIOTCSI aBTOpaMU
HanboJiee YacTO: KOTHUTUBHBIC HAPYIICHMS, CHIKCHUE
TEMITOB POCTa, OTCTaBaHME KOCTHOTO BO3pacTa OT MacItopT-
HOT'0, KOCOJIAITOCTh, TUC/IOKALIMSI Oeipa, KaTapakTa, MaJICHb-
Kas poroBuiia. OmHaKo B TIOCJICIHME TOIBI HA OCHOBE Ha-
KOIUICHHBIX KJIWMHMYECKMX OIMCAHUN 3a00JIeBaHMUS
W JOCTUXKEHUIA MOJIEKY/ISIpHOM reHeTuku 1ist XJIM yoenu-
TEJIBPHO TIOKAa3aH KIIMHUKO-TEHETUUYSCKUI TTOMMOPDOU3M
(puc. 2).

XJIM 14 muna xapaktepusyercs 1e0I0TOM B paHHEM
IETCKOM Bo3pacTe (0O0BIYHO 0 3 JIeT) ¢ YMEpEeHHOTO Ha-
PYIICHUS IBIXaHUS U TJI0TaHUS. XapaKTepHb aHOMAaJINU
pa3BUTHUS CKeJIeTa: BPOXKICHHBIC M IIPHUOOPETCHHBIC KOH-
TPaKTyphl CYCTaBOB, KOPOTKHE Oeapa, IIaTUCIIOMVIINS,

Puc. 2. Pazauunvie munot XJAM: a, 6 — manvuux ¢ cundpomom Illeapya—JIncamnena 1A muna (kocmuas ousmopghus u xapakmeproe evipajicerue auuyd,
poduncst om 300pogvix podumenetl, pazeUsaNcs 8 COOMEEMCMEUU ¢ 803pACHIOM, ¢ NEPUOOA HOBOPOICOCHHOCMU UMeA HeepYOYIo OU3MOpQUI0 KOCIel HUNCHUX
KoHeuHocmell, Havan Xxo0ums 6 17 mec, ¢ 2-1emHe20 803pacma ommeueHo npocpeccupyiouee usMeHenue auya, ¢ 7.1em — eeHeparu308aHHoe nosvluleHue
MbIUEHHO20 MOHYCA ¢ 0ePAHUMeHUeM 08UeAMENbHOL aKmMUeHOCmU pebenKa, ymeHvuaioujeecs Ha gone npuema 200 me Kapbamasenuna, unmeniekm co-
xpaner, noceuwan o00vtunyro uikony) [U.C. Reed et al., 2002]; 6 — HosopoxcdenHslii ¢ cundpomom Cmyea— Budemanna [F.E. Navarrete Faubel et al., 2002];
2, 0 — HoB0podCcOeHHas degouka ¢ cunopomom lleapya—/lnucamnesa 1B muna (¢ — munuuroe gvipasicenue AUYa ¢ MUOMOHUET MUMUHECKOL MYCKYAamypbl
u bnegpapoghumosom, 0 — peHmeernozpapus Kocmeil HUNICHUX KOHEYHOCHell 0eMOHCMpuUpyem YKopoueHue u oegopmauiiio b6eoperHbix u 601buedeplo8bix
xocmeit) [ P. Manikoth et al., 2005]
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Kudockonmmos u ap. K KIMHNIeCKUM 0COOEHHOCTSIM 3a-
OoJIeBaHMST TaKXKe OTHOCST: MaJIOITOABIKHOCTh peOeHKa
3a CYeT 3aTPyIHEHUS ABVKCHMIT Ha (POHE MMOTOHMYECKO-
ro0 CMHIpPOMa, MacKooOpa3Hoe («HEIMOIBIKHOE») BhIpa-
JKEeHUe JIMIIa, CXKaThle TyObl, MaJIeHbKUI POT, TICpeBaIM-
BAIOIIYIOCST TIOXOIKY, T€HEepaJIM30BaHHBIC MBIIIICYHBIC
rurieprpodun (0codbeHHO Oenep), PeAYKIINIO CYXOXIIThb-
HBIX pedJIeKCOB, TOJIOXUTENbHbINA 3(PdeKT oT mpuema
KapbaMa3enHa B BUIE CHIDKCHUS BBIPAXKEHHOCTH MHO-
TOHUYECKOTO CUHAPOMA, BLICOKUI PUCK aHECTE3UOJIOTH-
YeCKMX OCIOXHEHMH (37T0Ka4eCTBEHHOI TUTIEPTEPMUN),
KOTHUTHUBHBIC HapyIIeHUs (OT JIETKUX IO YMEPECHHBIX).
B 20 % cnyuaeB GonbHble ¢ XAM 1A Tuia — yMCTBEHHO
OTCTaJIble, OMHAKO B INTEPAType OMMCAHBI ClTydan, KOTaa
WHTEJUICKT Y TAKUX OOJBHBIX JaXkKe TTPEBOCXOINIT TIPUHSI-
TBIe HOPMATHUBHI.

XJIM 1B muna ne610TUpyeT B MJIaIeHYECKOM BO3pacTe
(mo 1roma) m XapaKTepu3yeTcs SIpPKOMl KIMHUYECKOM
CUMIITOMATUKOM, cxogHoii ¢ XJIM 1A Tuna, Ho ¢ Gosee
Cepbe3HBIMU COMATUIECKUMHM HapyIICHUSIMU (B IIEPBYIO
odepeb, IbIXaTeIbHBIMI ), TPYOBIMU CKEJIETHBIMU aHOMA-
JMSIMH ¥ 1ehopMausIMU KocTeil (HarmoMUHaeT 00JIe3Hb
Kuawucra). s XAM 1B tuma xapakTepHa BEICOKAsT paHHSIS
JIeTCKasi CMEPTHOCTb.

X/IM 1C muna ne6iotTupyeT B HEOHaTaTbHOM BO3pacTe,
XapaKTepu3yeTcsT (IOMUMO BBIPAXKEHHOTO MHUOTOHUYEC-
KOTO CUHIIpOMa) TPYOBIMM HapyIIEHUSIMH pa3Mepa 1 hop-
MBI TeJl TIO3BOHKOB (aHM3OCITOHIWINS), KOHEYHOCTEH
(MUKpOMeTTHsI).

XJIM 2 muna xapaktepusyeTcst 1e0I0TOM B HEOHATAJTb-
HOM TTeproze (TIpy poxXIeHNN pebeHKa). 3a00JIeBaHMe YaIle
OITMCHIBACTCSI B PEBMATOJIOTMUECKOM M OPTONEINICCKOM
JINTEpaType, MMOCKOJIBKY IMPEUMYIIECTBEHHO XapaKTepr3y-
ercs medopmalrieil IIMHHBIX KOCTe ¢ pagrooTUIecKr
XapaKTepHBIMI U3MEHEHMSIMU B MeTadu3ax (HallOMIHACT
6ome3ns [Naiina) ¢ yMepeHHBIM 3aMeIICHIEM TEMITOB POCTa,
CIIOHTAaHHBIMHU TIepeJIoOMaMH KOCTEi, MBIIIICYHOM THIIOTO-
HUEH, HapyIICHUSIMU IbIXaHWS W TJIOTaHUS, TUIICPTECPMM-
YeCKMMM 3MHU301aMM (BO3MOKHA CIIOHTaHHAs 3JI0Kaue-
CTBEHHAsI THUIIEPTEPMMSI), OTCYTCTBMEM KOpPHEaJbHBIX
pedekcoB, peayKuuei CyXOXKUIbHBIX pedieKcoB, Oojee
TSDKEJIBIM TeUeHueM 110 cpaBHeHMIO ¢ X/IM 1A u 1B tunos,
BBICOKOI paHHel cMepTHOCTBIO [18, 19].

OcobenHocmu KNUHUYECKOro meyeHus

Je6rot XJIM B niogassitonieM OOJIbILIMHCTBE CIy4aeB
MIPUXOINUTCS Ha TIePBBIA Ton XKU3HU. M3-3a cma3ma me-
pUOpaTbHOM MYCKYJIATYphl O0JTbHOM peOCHOK MMEeT 3a-
TPYAHEHUS IIPU COCaHUU (HE cpa3y HAaUMHAET COCaTh IIPU
MIPUKJIAAIBAHUY K TPYIU WU K COCKe ). MUOTOHUYECKIE
CITa3Mbl B CKEJIETHOM MYCKYJIaType IPUBOIAT K CHIDKCHUIO
IIBUTATeIbHOM aKTUBHOCTH pebeHKa. Pomurenn yacTo oT-
MEUaIOT, YTO y MaJIBIIIIA CJIOKHO Cpa3y 3a0paTh U3 pydKU
WUTPYIIKY, TOXKY M T. TI. MBIIIeYHast pUTUIHOCTD COXPaHsI-
€TCs BO CHE, a TAKXKE IOCJIe BBEACHUS OCH3001UAa3eUHOB.
[To maHHBIM OMHUX aBTOPOB, MHTEJUIEKT Y TAKMX MAIINCH-

TOB COXpaHEH, IO TaHHBIM JPYTUX — HErpyoo WM yme-
penHo cHkeH [20, 21]. B cpenHeM KOrHUTUBHBIE HAPY-
LIeHUS BbISIBIIsIIOTCS B 25 % ciydaeB XJIM. BoblinHCTBO
OOJIBHBIX YCIIEIITHO OKAHUYMBAIOT CPEIHIOK 00I1Ie00pa3o-
BaTEJIbHYIO IITKOJTY.

ITpu 00BEKTUBHOM OCMOTPE TMArHOCTUPYIOTCST YKOPO-
YeHWe HIKHUX KOHEYHOCTeH, medopmaiids OeapeHHBIX
KOCTe, yMEHBIIICHIE 00beMa TTAaCCUBHBIX M aKTUBHBIX JBH -
JKEHMI B Ta300€IpEeHHBIX, KOJCHHBIX W TOJICHOCTOITHBIX
cycraBax. PasrmbaHue mpearuieynii B TIOJIHOM O0ObeMe He-
BO3MOXHO. [J1y0oKue cyXoxXuiabHble peieKChl YTHETEHbI
I OTCYTCTBYIOT. XapaKTepHBI CITOHTAHHBIC COKPAIICHUS
MBI (MAOTOHMYECKHUE CITa3Mbl) U KpamIi, Hepaz0oop-
yuBas pedb. MOTYT OBITH IICEBIOTUIIEPTPOMUN MBIIIIT KO-
HEYHOCTEe, NX YIDIOTHeHHe. XapaKTepHO (POPpMUPOBAHIE
MBIIIEYHBIX U CYCTaBHBIX KOHTPaKTyp [22, 23]. Kpome Muo-
TOHMYECKOTO CMHApoMa, 111 XJIM xapakTepHbI aHOMaJTAN
Pa3BUTHSI CKEJIETa: OCTEOIICHMSI, HU3KMIT POCT (HIDKE 3-TO
LEeHTWISA), OpaxuaaKTUINS (YKOpOUEHME ITajIbleB), Hapy-
IIeHre OCaHKM (K103, CKOIMO3), TUIATUCTIOHIMINS (paB-
HOMEpHOE CHIDKEHHME BBICOTHI Tejla ITO3BOHKA, COIIPOBO-
JKIaroIreecs yBeTMUYSHNEM €0 pa3Mepa B TOPM30HTAIBHOM
TTOCKOCTH), YCWJICHIE TTOSICHIYHOTO JIOPI03a, KMJICBUIHAST
TpyIHas KJIeTKa («KypUHasi TPYIb» ), BaJIbIyCHAsI WA Bapyc-
Has mepopMaliis KOoCTel rojieHei u/mim oeaep, IUCIIa3usT
Ta300eIPEHHBIX CYCTABOB, KOHTPAKTYPHI CYCTABOB, KOTOPKIC
IPOTPECCUPYIOT TO TOAPOCTKOBOro Bo3pacTa [21, 24].
BcTpeuarorcst maxoBbie M ITYTTOYHBIE TPBIKI, KPUTITOPXU3M,
TUTIOTIIA3YSI STMYEK, C71a00CTh aHATBHOTO C(PMHKTEpa, TpaH-
3UTOPHAS JIAKTO3YPHUSI, TAPCYTU3M.

BonpHBIE MMEIOT XapaKTepHOe MacKooOpa3HOe BbI-
paxkeHue uia (puc. 3): JIUIO TI0CKOE W MAJOTIOABIKHOE
3a CYCT MUOTOHMU JIMIIEBOI MYCKYJIATyphI; TYOBI TUIOTHO
cXaTbl (MaJICHBKUI POT), CHYDKEHA TTOIBYDKHOCTD HIKHEH
YEeTIOCTU. XapaKTepHBI PETPOTHATHSI, ACUMMETPHS JINIIA,

Puc. 3. Xapaxmepnoiii penomun npu cunopome Illeapya—JIncamnena:

a — munuunoe «HenodsusicHoe» svipaxcerue auya [C.H. Kozroea u coasm.,

1996]; 6 — enewnuii 6ud nayuenma (ommeuaiomes 6neapoghumos, HuU3Ko

nocasicentbvle yuIHble paKo8UHbL, XapaKmepHoe abipaxicenue auya, oegopma-

yus 601bUICOEPUOBLIX KOCMell, 8anbeycHas dedopmanus 100bidcex, dedhop-

Mayus cmon, MbluleyHvle eunepmpoghuu, ymeperuas degopmauyus epyoHoil
xaemku) [N.C. Ho et al., 2003]
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Puc. 4. Ipumepvr penmeenosoeuueckux usmeHeHuil Kocmei ckeiema
npu cunopome Lllsapuya—/lncamnena [R.N. Maclean et al., 1983; J. Spranger
etal., 2000]: a — nayuenm 17 aem, meaa nozeonxoe C2 u C3 kaunoobpasno
deghopmuposansvl u cmeueHsl K3a0u (00pcanbHo) ¢ 00paz08anuem aneyasap-
H020 Kughoza u depopmauuu CNUHHOMO3208020 KaHaa; O — nayuenm § iem,
HUdICHUe omdenvl dnugu3za 6e0peHHol Kocmu ¢ A8AeHUAMU NepecmpoiKy
KOCMHOU cmpPYKmypbl, 601buedepy08as Kocms KOPOMKas, co creeka degop-
MUPOBAHHBIM U PACUWUPEHHIM Memau3om, OUCmanvhblil SNUPU3 mMaio-
0epy060Ll KOCMU 3HAYUMENbHO YEeauteH

a TaKKe HU3KWI POCT BOJIOC Y HU3KO TMTOCAXKCHHBIC YIIIH.
AHOMaJINY TJ1a3 BKJIIOYAIOT KOPOTKYIO M Y3KYIO TJIa3HYIO
mes (6redapodrMos), IBYyCTOPOHHUI ITTO3 BEK, HeTIpa-
BUJIbHBII POCT PECHMUI, NBOWHOWM psii pecHUL (IMCTH-
xua3). B psge ciydaeB pasBuBaeTcs TsDKedash MUOIIHS,
IOBeHWJIbHAS KaTtapakTa. CTpaOu3M 1 IMCIIOKAIIUS XpycTa-
JINKa MOTYT OBITh YaCThI0O MUOTOHUHU 3KCTPa- U MHTPAOKY-
JsipHBIX MBI [25]. MHorma y 60abHBIX XJIM BBISIBIISI-
I0TCSI MUKpO(DTAIbM 1 MUKpOKOpHea. JIyHOBeHUe BeTpa
B IUIa3a TIPUBOIUT K TTOSBICHUIO WM YCUIICHUIO YMEPEH-
HOTO OBYCTOpOHHero Ojedapocmasma. BripakeHHOCTD
6edapodrmos3a u MTo3a HapacTalOT B TCUCHUE XU3HU
0O0JIbHOTO.

Juist XM 1A u 1B tTiIoB xapakTepHbl aHOMaJIMU pa3-
BUTHSL CKEJIETa, BKJIIOYAsl PUTMAHBIA ITO3BOHOYHUK C OT-
CYTCTBHEM (PM3MOJIOTMUECKIX M3TMOO0B («IUIOCKUI TTO3BO-
HOYHWK»), MHOTIA cO spina bifidae; KOpoTKue TpyOUaThe
KOCTH C IMUPOKUMH KOHIIAMK; (PparMeHTUPOBAHHBIN 3ITH-
¢u3 6eapa; 6OIBIION SMU(U3 TUCTATLHBIX OTIEIOB MaIo-
0OepLOBO 1 MPOKCMMAJIbHBIX OTAEIOB OOJbIIEOEPIIOBOM
Kocrteit (puc. 4). DT n3MEeHEHYsI HATIOMUHAIOT M3MEHEHMS,
XapakTepHble 111 6one3Hn Kaucra (mucrmasus Kawcra).
INono6HBIE peHTTeHOTrpachIecKue TPU3HAKN HAlIeHBI ITPU
JIMCCEerMeHTaIbHOU auciuiazuu tuna Pomnanga—/lecOyk-
Bolica, TIepBOHAYAIBHO O003HAUCHHOW KaK BBIpasKeHHAs
MH(MAHTWIbHAS MAKPOMEINYECKask XOHAPOIUCIIIA3YSI, Ha-
niomuHaroras 6one3nb Kaucra. K 16—18-etHemy Bo3pacrty
OenpeHHbIe KOCTU 00IbHBIX XJIM 3HaYnTeIbHO 1ehOpMU-
PYIOTCSI, HapacTaeT nmedopmMalivs KOCTel Ta3a 1 IByCTOPOH-
HsIsT mecpopMaliys ek Oepa, 4To IPUBOIUT K 00E3IBH-
KMBAHUIO U HEOOXOAMMOCTU MOCTOSIHHOTO MOCTOPOHHETO
yxoma (puc. 5). [1aneHThI epeHOCAT MOBTOPHBIE OTIepa-
TUBHBIE BMeELIATEIbCTBA [26].

[Tpu nmpenomnepallmiOHHOM KOHCYJIBTUPOBAHUU 0O0JTb-
HBIX X/IM cemyeT y9uThIBaTh BBICOKMIT PUCK aHECTE3MO-
JIOTUYECKUX OCJIOKHEHMI. Bo-TIepBBIX, MUKpOTHATHUS
W PUTHUIHOCTD XeBaTCIbHON MYCKYJIaTypPhl MOTYT BBI3bI-
BaTh MEXaHWYECKHWE TPYTHOCTH BO BpeMsI MHTYOAIUU
Tpaxen. B cBA3M ¢ 3TUM IJIST TOCTIKEHUS HEOOXOTMMOM
penakcalii MBIIII U 00JIeTYeHMS TIpollecca MHTYOAIuy
WHOTIA TpeOyeTCs OOJIbIIAsT 103a MBIIIICYHBIX PEIaKCAHTOB
TUIIA POKYPOHUSI, YTO C BBICOKOM MOJICH BEPOSITHOCTU
CBSI3BIBAIOT C TMOHIDKEHHOW CTETICHBIO Nerpamaliuy are-
TrixonrHa. OCI0KHEHUS BO BPeMsT aHECTE3MOJIOTMYECKO-
TO TIOCOOMST BBI3BIBAIOTCS TAKKE OTPaHMUCHUEM JIbIXaTeIh-
HOHN SKCKYpPCHUM 3a CUET aHOMAJIM pa3BUTHUSI TPYITHOM
KJIETKU ¥ TIO3BOHOYHYMKA. OTIMCaHbI ClTyJan pa3BUTHUS BbI-
pakeHHOTO TacTpocma3Ma Ha (poHe IMpUMEHEHUS POKYpPO-
Husi. Bo-BTOphIX, y 601bHBIX XJIM Haubosee yacTo onu-
CBIBaeTCS TOTEHIIMAIBHO JIETATbHOE OCIIOXKHEHHE OOIIIeH
aHECTe3MM — 3JIOKAYeCTBCHHAs TUIICPTEPMMSI, 9acTOTa
KOTOPO¥ Mpu 3TOM 3abo0sieBaHuM nocTuraet 25 %. Jletanb-
HOCTh IIPY MOJTHUEHOCHOU (hopMe 3TOKAYeCTBEHHOM TH-
nmepTepMun 0e3 MCITOIb30BaHMS TaHTPOJICHA, CICII(pM-
YECKOI'0 aHTUI0TA, JOCTUTAET, 110 Pa3HbIM OLIEHKaM, OT 65
1o 80% |3, 27, 28]. [IpemapaTsbl, CIOCOOHbIE IIPOBOLIPO-
BaTh 37J0KaYeCTBEHHYIO TUTICPTEPMUIO, Ha3bIBAIOTCSI TPUT -
repHbIMa areHTamMu [29]. TpamIuIIMOHHO TPUITEPHBIMU
CUNTAIOTCS IETIOJIIPU3YIONINEe MHOPEIaKCAHThI (CYKIIM-
HUJIXOJINH, BEKYypOHWI, MaHKYPOHUW, IeKaMEeTOHWIA
" Ip.), TaJOoTeHCoaepXKalllie MHTASIIMOHHbIe (TaJoTaH,
nmeciopaH, ceBodopaH, 3HGIOPaH U Ip.) U HEKOTO-
pble BHYTpUBEHHBIE (TIPOITOGhOII, IUTTPUBAH) aHECTETUKM.
Jpyrue mpenapaTsl 11 BHYyTPUBECHHON WHAYKIIUM (IpO-
MepuIoJ, nra3ernaM, MHUIa30IaM, 3TOMUIAT, KeTaMUH),
OITMOUIBI, MAOPETIAaKCAHTHI (aATPaKypUyM, ITUTICKYPOHUYM,
MHMBaKypuyM M JIOKCAKypHMyM); MECTHBIC aHECTCTUKM-
9CTEepHl M OKCHUI a30Ta IPU3HAHBI OC30IMACHBIMM, XOTSI
B ITOCJICTHIE TOIBI 3TOT CITUCOK yTouHsieTcs [3]. st cHsI-
THST OCTATOYHBIX SIBJICHWIT HEPBHO-MBIIIIEYHOTO 0JI0Ka Oe3

Puc. 5. Penmeenoepagus kocmeii maza nayuenma 18 rem ¢ cunopomom

llleapya—JIncamnena [R. Stevenson, 1982; J. Spranger et al., 2000].

Ommeuaromes depopmayus Kocmeii masa u 08YyCmopoHHs degopmauyus
weliiku 6edpa
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BCSIKOTO OITACEHMSI MOXHO MPUMEHSTh aHTUXOJMHICTE-
pasHble IIpernapaTbl, aTpoOlMH U CIMKonuppoar [27].
3j10Ka4YeCcTBeHHAas rumneprepmust y 60abHbIX XM MoxkeT
ObITb CIIPOBOLIMPOBAHA Y TAKUMU He(apMaKOJIOTMYeCKH -
MK pakTopaMu, KakK cTpax Mepei oIlepalueil, cTpecc
U TpaBMa, a Takxe (papMaKoJIOrM4YeCKUMM CpeACTBAMU
(IpreMOM HEMpPOIENTUKOB, AJIKOI0JIsl), MH(MEKIIMOHHBIM
3aboneBanueM [27].

[luarHocmuka

[Ipn GMOXMMUYECKOM HCCIEIOBAHMU B CHIBOPOTKE
KpoBu OonbHBIX XM ypoBHU KpeaTUH(POCHOKMHA3HI
(K®K), nmakrarnerunporenassl (JIII'), acrmraprataMuHoO-
tpaHcdepasbl (ACT) u anbmosa3sl MOTYT OBITH B HOPME,
HE3HAYMTEJIbHO WM YMEPEHHO IIOBBIIICHBI. YPOBEHB
K®K B chIBOpOTKE KPOBU 3HAYMUTEILHO HapacTaeT IpHU
SMM30/1aX CTIOHTAHHOM WM MHIYyIIMPOBAHHOI (HaIpuMep,
o0lelt aHecTe3ueil) 3JI0KAaYeCTBEHHOW TUIEPTEPMUM,
aCCOIIMUPOBAHHOM ¢ PaOIOMUOIN30M CKEJIETHON MYCKY-
JIaTypHL.

M3MeHeHNs, BBISIBJICHHBIC TIPU 3JICKTPOMHOTpadprn
(BMI') y 60mbHbIX XJIM 00HApYKMBAIOTCSI C 6—7-MECSIYHO-
ro Bo3pacta [30]. CtumynsimonHas DMI npu XM He
HCTIONb3yeTcsl (Kak TpaBUIO, CKOPOCTh ITPOBEACHUS BO3-
OY>KIeHMSI TTO CEHCOPHBIM M1 MOTOPHBIM BOJIOKHAM Tieprde-
pUYecKUX HepBOB B HopMe). [1pu TTpoBeneHM UTOIBYATOM
OMI perucTpupyroTcss MUOTOHUIECKIE 1/ T TICEBIOMMO-
TOHUYECKIE Pa3PsIIBI, PEKE MOTOXKUTETbHBIC OCTPHIC BOJTHBI
1/WIK NOTeHLMAbl GUOPUIUISILIMIA (pUC. 6), HATIOMUHAIO-
II1e CITOHTAHHYIO MBIIICYHYIO aKTUBHOCTD ITPY HEPOMIO-
toHuwm (cuHapome Mcaakca) [3].

somv|__

; I

Puc. 6. Heonvuamas IMI npu cuundpome Illeapya—Jncamnena

[L.G. Christova et al., 1999]. [loxa3anst muomonuueckue paspaovi, 3apeau-

cmpuposantvie ¢ m. biceps brachii MOHOROASPHBIM NOBEPXHOCMHbBIM IN€K -

mpoodom npu HebOAbUWIOM CMeUeHUU 31eKmpooa (a) u npu cmeuweHul 1ex-
mpoda npu ueonvuamoii IMTI (6)

JlaHHBIe OMOTICUY MBIIIIT HECTICII(DUIHBL; BBISIBIISIIOT-
CsI TUCTOJIOTMYECKIE M3MEHEHMSI, XapaKTepHBIC UISI MUO-
matun. Yare perucTpupyroTcs BapradeIbHOCTh pa3MepOB

MBIIIEYHBIX BOJIOKOH, JIereHepanuss MUOGUOPMILI, IIeH-
TpaJIbHOE PACMOJOXEHUE SIIEP MUOLIMTOB, 3aMEIIEHUE Mbl-
IIEYHBIX BOJIOKOH XKUPOBOI 1 COeTMHUTETEHOM TKAHBIO.

PeHTtreHonornyeckre METOIbI UCCAEIOBAHUS KOCTEM
KOHEYHOCTE! 1 TyJIOBHUIIA TIO3BOJISIIOT BRIIBUTD IIPU3HAKU
OCTeOXOHApoaucTpodru, Kndo3a Mo3BOHOYHNKA. B mo-
CJIeTHME TOMBI C EeJTbI0 TMAarHOCTHKMY ITOPaKeHUI KOCTHO-
MBILLIEYHOH cUCTeMBbI Y 00bHBIX X/IM ycrneurHo npume-
Bs10T KoMmImbioTepHyo (KT) M MarHUTHO-pe30HAHCHYIO
tomorpacduro (MPT) [31].

I1pu mpoenern MPT 1 KT royioBbI 1 111€1 BBISIBIISI-
FOTCSI MHOXKECTBEHHBIC HapYIICHNUST pa3BUTHS KOCTEH Yepe-
ma: TUIaTuoas3uvsl, 0a3uysipHAs MMIIPECCHSI, TTOBBIIICHHAS
TMTHEBMATH3aIMS COCIIEBUIHBIX OTPOCTKOB, HApyIIICHIE pa3-
BUTHSI BEHO3HBIX CUHYCOB (puc. 7). OmcaHbI crydan KOp-
TUKATBHOM aTpouy MO3ra, KOMITPECCHOHHOM MUeIoIa-
tin. [Ipm HeitpocoHorpadum y HOBOPOXKIEHHBIX ¢ XM
B psIIe CIydaeB BBISIBJISTIOTCS TIPU3HAKY areHe3UHM MO30JIH -
CTOTO TeJIa, aHOMAJIUK Pa3BUTHUS TPETHETO KETyI0UIKa.

Puc. 7. KT uepena nauyuenma 15 nem c cundpomom Illeapya—Jincamnena
[S.S. Samimi, W.S. Lesley, 2003], akxcuanvnoie KT-cpesvt kocmeii: a — 6a-
SUAAPHAA UHBARUHALUSA 3G cHem pocmpanbhoii aokarusayuu C, eunepnies-
Mamu3ayus coOCYe8UOHbIX OMPOCMKO08, HAPYUeHUe PACHOA0NCCHUS Ne6020
CUCMOBUOHO-NONEPeHo20 cunyca (cmpeaka); 6 — eunepnHesMamu3ayus
COCUeBUOHBIX OMPOCMK08, HAPYUIeHUEe PACNOA0NCEHUs NPABO20 NONEPEUHO-
CUeMOBUOHO0 cunyca (cmpeaka); pocmpanbHas A0KAAU3ayUs Ha3opapum-
2€ANbHbIX MAKUX MKaHell (36e3004Ka)

B xauecTBe mpeHaTaIbHON JUATHOCTUKY UCTIONb3YIOT
yIBTpa3BykoBoe ucciaenoBanne (Y3M) mmoma. Orta ckpu-
HUHTOBasI METOIMKA HaIIpaBJIeHa Ha BBISIBJICHHE aHOMa-
JINA CTPOCHMSI CKeJieTa, HapyIIeHUsI COCaTeIbHBIX IBU-
XKeHUi y Tiona, MHoroBoaus. Kpome toro, mpu Y31 Ha
17-19-11 Hemene GepeMeHHOCTH (YK€ B IIpeHATaJIbHOM
nepuoze y rroga ¢ XJIM) MoryT ObITh 0OHAPYKEHBI TIPH -
3HAKH1 BPOXICHHBIX KOHTPAKTYP, YKOPOUSHME WIH edop-
manus oeaep.

DOuddrepenyuanbias guarHocmuxa

HuddepenumanbHas auarHoctuka XM nmpoBoguTcs
C IIeJIbIO MCKITIOUeHMST Oone3Hn KHucra (MeTaTpormae-
CKasl KapJIMKOBOCTh 2 THIIa), bone3nu INaiina, nuccermeH-
TaJbHOM nucriazuu Tuna Ponnanna—/ecOykBoiica, CUH-
IpOMa PUTUIHOTO YeJI0BeKa, KOHTCHUTATIbHBIX MUOIIATHIA,
KOHTeHUTAIBHOMN TUCTPODUIECKO MUOTOHNM | THTIA (MM~
otonunu lllteitnepra—KypimmanHa—barreHa), HelipoMuo-
tonuu (cuHapoma Mcaakca) [3]. st muddepeHImambHOM
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JIMATHOCTUKM Pa3IMYHBIX TUITOB XM Beayllyio poJib
urpaet reHerudyeckass aguarHoctuka — JHK-tunm-
pOBaHME, KOTOPOE yKe CETOMHS BXOAUT B YMCJIO BasKHEIM -
IIMX METOIOB JJA00PaTOPHOM TMArHOCTUKU HACJIEICTBEH-
HBIX HEPBHO-MBIIIEUHBIX 3a00JIeBaHMUII, B TOM 4YHCJIE
B paMKax IpeHaTaJIbHOM JUarHOCTUKH B CEMBSX C OTSITO-
IIEHHBIM HaCJIeACTBEHHBIM aHaMHe30M [32—-34].

Jleyenue

Ha cerogusiiiHuii neHb 3¢p(eKTUBHOIO MAaTOreHETH -
yeckoro JeuyeHus XM He paspabotaHo [35]. PekomeH-
IyeTCsT COOTIONCHNE PAllMOHAIIBHOTO PeXMa JHSI, Orpa-
HU4YeHNe (MCKIIIOUeHNE) IPOBOHUPYIOINX (HaKTOPOB
(B TepByIO oYepenb (DU3MIECKOTO IepPeHATPSIKEHUS ).
PeabunuraliuoHHbIe MEPONPUSITUS TOJKHbBI ObITH 1A -
UMY W WHIWBUAYAIU3UPOBAHHBIMM, TUHAMUYHO ME-
HATHCS B 3aBUCUMOCTH OT CTAIUN PAa3BUTHS TTATOJIOTHIC-
CKOTro TIporecca. 3aHSTUS JiedeOHON (HU3KYIbTYpOit
(JI®K) HeobxommMbl, 0OqHAKO (hM3NIECKNEe HArpy3Ku He
JTOJDKHBI OBITh Ype3MEPHBIMU, HEOOXOIMAa MX MHINBHIY -
aJbHasl JO3MPOBAHHOCTh M PETYISIPHOCTDH ITPOBEACHMSI.
Crenyet n30erath IUAIIEBBIX ITIPOITYKTOB, OOTaThIX COISIMU
Kaus (KapTodesis, n3oMa, Kyparu, 0aHaHoB U 11p.). [1u-
TaHUE 00JIBLHOTO TOJDKHO OBITh pallMOHATIBHBIM, OOTaThIM
BUTaMUHAMU, KJIETIaTKOM. BaskHO coOII0MeHIE TEXHOI0-
YU TIPUTOTOBJICHUSI OJIFOIT, TIOCKOJIBKY M3-3a BEIPAKEHHO-
ro crasMa IepHOopabHOM MHUMWYECKON MYCKYJIaTyphl
1 TpU3Ma KeBaTeJbHBIX MBIIII OOJbHBIE MMEIOT CIIOXK-
HOCTH C TIPMEMOM U TiepekeBeIBaHeM nuti. OpodaprH-
reajbHas nucarus, xapakrepHas 11 XJIM, o0yciaoBiIn-
BacT BBICOKMU PHMCK acluUpalny TMUIIeBOro OoJjoca
B BEpPXHME IBIXaTeJIbHBIC YT U Pa3BUTHUS acIIMPAIIIOH-
Hoit mHeBMOHNU. C 1IeIbI0 MPOPUIAKTUKA HapacTaHMS
BBIPAXKEHHOCTH MMOTOHUYECKOTO CHHIPOMa OOJIHHBIM
XJIM He peKOMeHIyeTCsT KyIaThCsI B XOJIOIHOM BOJIE, €CTh
MOPOXKEHOE 1 ITUTh XOJI0AHbIe HAMMTKH. [IpodumakTnye-
CKME MEPOTIPUSITHS TIO3BOJISTIOT OOJTbHOMY TOJBIIE OCTa-
BaThCS COIIMAJIBHO adallTUPOBAHHBIM.

Hedapmakomornyeckue MeToabl JiedeHust XM
(JI®K, maccaxk u npyrue MeToasl (pU3NOTEpaIii) O9eHb
BaXKHBI, ITOCKOJIBKY MOTYT YCTPaHUTD (VJIM MUHUMU3UPO-
BaTh) HEOOXOMUMOCTh Ha3HAUCHUS JICKAPCTBEHHBIX TIPe-
mapatoB. Llenu ¢usuorepanun npu XM — cHIXeHUe
BBIPAXKEHHOCTU MUOTOHMYECKOTO CMHIPOMA M YBEIMIC-
HHE CHJIBI MBIIIII-pa3rudaresieii KOHEUHOCTEeH, 3aMeie-
HHE TEMITOB IIPOTPECCUPOBAHNS MBIIIIEYHBIX U CKEJIETHBIX
KOHTpPAKTyp. PeKoMeHIyI0TCS TIpeCHBIE, COJISTHBIC M XBOM-
Hble BaHHBI (36—37 °C, mponosskuTeabHoCTh 10—15 MUH,
10—15 BaHH eXXeTHEBHO WJIM Yepe3 AeHb). Bo3aMoxkHO npu-
MEHEHHNE MECTHBIX PYYHBIX M HOXHBIX BAaHHOYEK C TIO-
CTETIEHHBIM TTOBBIIICHUEM TeMIIepaTyphl BOILI OT 37—38
1o 39—-42 °C (10-20 BaHH eXeITHEBHO Ha KypcC JICUCHMST),
mapachMHOBBIX WA 030KEPUTOBBIX allTJIMKAIIUIA TI0 THUITY
«TyJIOK» U «II€PYATOK» (IIPOIOJIKUATEIIBHOCTD BO3IEHCTBUS
20—30 muH, 10—15 miporiemyp exXeTHeBHO WM Yepe3 IeHbD);
Ha3HAYaloTCAa MHMpPaKpacHBIC JIydr Ha OUCTAIBHBIC OT-

Iebl KOHEYHOCTEH (M03a CpeaHeTeruioBast, MpOmIoJIKu-
TeJIbHOCTh Bo3meiicTBusa 15-20 muH, 10—-15 mpomemyp
€XXETHEBHO), JIETKUI (Laasiunii) Maccax MBbIIIL KOHEeY-
HOCTEH.

[Tpu caHaTOpHO-KYPOPTHOM JICUCHUM IIPEAITOYTCHIE
cliefyeT OTIaBaTh CAHATOPHSIM, HAXOMSIIMMCS B TIOI00-
HBIX KJIMMAaTUIeCKUX YCIIOBUSIX (HE TPEOYIOIINX TSDKEIJIOM
amanTalnmn), MOXeT OBITh HECKOJIBKO 00siee MSITKUX (T03K-
HblEe palioHbI Kpasi, 00JacTu, coceaHre pailoHbl). Bos-
MOXHO HampaniieHue 00JibHbIX XM Ha KypopThl KJIMa-
THYECKHE, TIPUMOPCKHE, TPSI3eBhIC, OATbHEOIOTHUYSCKIE
C XJIOPUIHBIMU HATPUEBBIMU, PATOHOBBIMM, YTJICKUCITBIMU
BOJAMH.

JlaHHBIX paHIOMMU3WPOBAHHBIX TUIALICOOKOHTPOJIPYeE-
MBIX UCCIIeTOBaHMI 3((PeKTUBHOCTH JICKAPCTBEHHBIX TIpe-
mapaToB npu XJIM B TOCTYITHOM CIIeIIMATBHOM MEIUIIIH-
CKOM JIUTepaType He HAIeHO, 9YTO MOXET OBITh OOYCIIOBIICHO
HU3KOM YacTOTON BCTPEYAEMOCTH 3TOTO 3a00JICBaHMSI.
C 1enbio YMEHBIICHUST BBIPAKEHHOCTH MHOTOHWYECKOTO
cuHIpoMa ITpu X IM pekoMeHayeTcsl Ha3HauYeHE alleTa30-
JJaMUIa, aHTUAPUTMUIECKIX TIpeTapaToB (IupeHnHa, X1-
HMHA), aHTUKOHBYJILCAHTOB (KapOaMa3eITiHa, BaIbIIPOATOB,
¢eHUTOMHA), MECTHOE BBEIICHIE OOTYITIOTOKCHHA. J1JTsT yoTyd-
IIEeHMS TPOMUKI MBIIIII PEKOMEHIYSTCS TTPUMEHEHNE BH-
tammHa E, TIpenaparoB celleHa, THHKTO OMJIOOBI, TayprHa,
kodepmenTa Q10. OgHAKO ClleMyeT ITOMHUTD, YTO HUA OIWH
W3 YITOMSTHYTBIX BBIIIIE TIPETIapaToB He OM00PEH MMEHHO IS
XJIM.

Anerazomamun (mMakap0) Ha3HAYACTCS TIEPOPATTBHO
o 0,01 Mr/Kr/CyT 4epes IeHb.

KapbamazenuH — MHIMOMTOP HATPUEBBIX KaHAJIOB,
mpenapaT MOXET OKa3bIBaTh MPSMOE BIMSTHAE Ha HEHPO-
TpaCMUTTEPHBIE CUCTEMBI HeiipoHOB. CTapToBasi 103a Ipu
XIIM — 100 mr 2 pa3a B neHb. CpemHsist TeparieBTUIecKast
no3a — 0,6 r/cyT (s B3pocibix) uiau 10—20 Mr/kr/cyTt
(n1st meteit) [19, 36]. B mocienyioilieM n03a Ipernapara
MOXeT OBITh cHIKeHa 10 0,2—-0,4 T/cyT n peKoOMeHIOBaHA
IUIST JUTMTEJIBHOTO TIpreMa B Ka4eCTBe MO PKUBAIOIICH
Tepanuu. YmoOHa Kak isl mpueMa OOJIbHBIM, TaK W IS
ToIep>KaHusl CTaOMJIBHOTO YPOBHS IIperapaTa B CHIBO-
pPOTKe KpPOBM B TeUeHME CYTOK (popMa KapbOamaseImHa
C 3aMeIJICHHBIM BBICBOOOXICHMEM ((PUHIICTICUH peTapi,
terperon LIP).

®eHNTONH (IMIAHTUH) CTAOMIN3UPYeT MHAKTUBUPO-
BaHHBIC (DOPMBI HATPUEBBIX KAHAJIOB M OJIOKUPYET Kajlhb-
IMeBBIe KaHaIbl L-TrIta HEeMpOHOB U CKEJIETHON MYCKY-
natypsl. @eHUTOMH Ha3HavyaeTcs aeTsiM ¢ XJIM B pa3oBoii
mo3e 30 MT TiepopaIbHO OMHOKPATHO, KOTIa peOCHKY Hau-
OoJree «MelIaeT» MBIIIEUHBIN cria3M. [1pemToxkeHo Takke
KypcoBoe JieueHne (hDeHUTOMHOM (IUJTAaHTUHOM) C TTOCTE-
TICHHBIM YBEJIMYCHNEM CYTOUYHOM TO3BI 10 4—8 MT/KT/CyT
B 2 TIpuema.

IMonoxurenbHbI 3 GEKT Ha MUOTOHUIECKUIT CUH-
IIPOM OKa3bIBaeT MU(EHUH, YTHETAIOIINIT HEPBHO-MBITIICY -
Hylo miepemady. Ilpemapar HasHavatoT mo 0,05-0,1 mr
3 paza B neHb (0,15-0,3 Mr/cyT) B TeueHune 3—4 Hel ¢ TI0-
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CIeAYIOIINM CHIDKCHUEM OO0 TIOANepKUBAIONIC TO3BI
(0,05 mr/cyT). Herutoxue pe3yabTaThl OMMKMCAHBI TIPU CO-
BMECTHOM IIPUMEHEHNH TU(EeHNHA C TIIIOKOHATOM KaJTh-
1. [Tocite OTMEHBI ITpenapara ero AeCTBUE IMPOIoJIKa-
ercd B TeyeHue 2—-3 Hen [37, 38].

AHTHApUTMHUYECKHI TIperapaT KBUHUAWH (KBUHUH,
KapaIMOKBMH, KBUHOPA) OJIOKMPYET OTKPHITHIC MU MHAK-
TUBUPOBAaHHBIC HATpPHEBBIC KaHAJbl, Ha3HAYaCTCS IS
CHIDKEHMS Ype3MEePHOI CITIOHTAHHOM MBIIIICYHOI aKTHUB-
HOCTHU Yy 60bHBIX ¢ XJIM B TecToBoii 103e 200 Mr ogHO-
KpaTHO TiepopajibHO. [Ipy OTCYyTCTBMM MOMOCHMHKPA3UU
1 MHBIX TTOOOYHBIX pEeaKIINii Ha3HAYaeTCSI B3POCIIBIM B CY-
TouHOIt 03¢ 200—300 MT TIepopalibHO, Y IeTeil He TIPU-
MeHsercs. KBuauHa cynbdar (hbopmyia Q), onTHIeCKuin
U30Mep KBUHMHA, 110 KJIMHUYeCKOMY 3 (hEKTy HAITOMM-
HaeT KBUHUIWH, Ha3HAYaeTCsT B3POCIBIM 00IbHBIM ¢ XJIM
B CYTOUYHOI1 mo3e He Oosee 300 Mr/cyT, B IIemuaTpum He
nmpuMeHsieTcsl. PekoMeHmyeTcss Ha3HauyeHHWEe KBUHUHA
cynbdata IIpy BEIPaXKeHHON HOYHOW MBIIIICYHON PUTHI-
HoctH. ClreyeT IIOMHUTHL 00 00sI3aTeTbHOM ITMHAMMNYEC-
ckoM DKI-koHTposne Ha ¢oHe mprueMa aHTUAPUTMHUIC-
CKUX TIperapaToB. Bo3MoXHO TakKe TPUMEHEHHE APYTUX
AHTUAPUTMHUYECKMX ITIpEIrapaToB; MpoKamHaMuaa (Ipo-
KaHOMA, IPOHECTWIa), MeKcuneTrHa (MekcuTuia). Cre-
JIyeT TIOMHUTD, 9YTO MIPUMEHEHNE TaHHOM TPYIIITHI JIeKap-
CTBEHHBIX TIPEIIapaToB TPeOyeT TMHAMNYECKOTO KOHTPOJIS
¢ momortnbsio DKI (mmpexmourenen DKI-MOHUTOPUHT 110
XonTepy) U AMCIIAaHCEPHOTO HAOIIONECHUS Y Kapauoaora-
apuTMoJIora (IT0 TTOKa3aHUsSIM).

Flynn (2001) u Vargel (2006) orrcanu OmbIT YCIIELIHO-
TO IpUMEHEeHUs OOTYJIOTOKCHHA Thma A (00TOKca), TIPo-
n3BogHoro Clostridium botulinum, pu 6nedapopumose
y 60obHBIX ¢ XJIM. IIpenapat BBoguics B 1o3e 25—50 E/]
B KpYroBble MbIiiLbI r1a3 1 pa3 B 6 mec. CtapToBas 103a
cocraBmia 25 EJI, pasneneHHbIX Ha 4—6 TTepUOKYISIPHBIX
touex (2,5—10 EJl Ha 1 Touky). [IpemiokeHO MCITOIB30-
BaTh Majble 00bEMBI pacTBOPa BBICOKOI KOHIICHTPAIINH,
YTOOBI M30eKaTh PaCIIPOCTPaHEHMS TIpeIiapaTa Ha IpyTre
MBIIIIIBI JTAIa 1 MUHUMU3UPOBATh ITOOOYHBIC (D (PEKTHI
Teparuu. ABTOPBI OTMETHJIN, YTO BBUIY BEICOKOTO pHCKa
pa3BUTHsI MOOOYHBIX 3(h(heKTOB (ITO3a BEK) JO3UPOBKA
00TyI0TOKCHHA (00TOKCA) TOKHA TTOX0OUPATHCS MHIUBH-
IyaJlbHO U TIIaTeIbHO. Obsg3aTeIbHO 00cIenoBaHne 00Ib-
HBIX Yepe3 7—14 mHeil mociie BBeACHNST HAaYaIbHOM TO3BI
npenapara. Vargel (2006) peKoMeHI0Ba YBEIUUUTD 103y
o 50 EJI, pasneneHHBIX Ha 6 TOYEK, TIPHU ITOCIIELYIOLINX
Kypcax JICUeHHS B CITyJasix HU3KOro 3¢ peKTa Ha BEIpaXKeH-
HOCTh Oedapodrmosa. BaskHO OTMETUTB, YTO MHTEPBAI
MeXIy ITOBTOPHBIMU KYpPCaMU COCTaBJIsIeT 6 MeC ¢ LIe/Ibio
MpOo(PUIAKTUKI BBIPAOOTKM aHTUTET K OOTYJIOTOKCHHY
tina A. st MUHIMA3aIuy 0009HBIX 3ddekToB Flynn
(2001) TIpemIoK1I BBOOUTH IIperiapaT B HIDKHIOIO TIOPIIAIO
KPYTOBBIX MBIIII] [J1a3, YTO ITO3BOJIMIIO JOCTHYh 3HAUMMO-
r0 (PYHKIIMOHAIBPHOTO 1 KOCMETHYECKOTO 2(h(PeKTa 3a CYeT
YBEIMYCHUS aliepPTyphl Ta3HOM IIenn. Y meTeil Mylajiie
12 et mpemnapar UCIOIb3yeTCsl ¢ MTHDOPMUPOBAHHOTO CO-

IJIacysl 3aKOHHBIX MIPeACTaBUTeNei peOeHKa (POanTeei,
OITEKYHOB). Y neTeii cTapiie 12 et 00TYJIOTOKCHH TUTIa A
(60TOKC) BBOAUTCS B 103€ KaK y B3POCIBIX.

Buramun E (600—800 Mr/cyT) u mpemapartbl cejieHa
(ceneHurt, ceneHa cyibbun, ceneH dpopre — 10 1,6 Mr/cyr)
YMEHBIIIAIOT BBIPAXKEHHOCTh MMOTOHMYECKOM pPeaKIInmi
W YIIy4IIaIoT TIPOIIECCHI pelaKCallii MBIIII, HO 3(pdeKT
Teparnuu Ha MOTOPHbIE (DYHKLIMM MUHUMAJIbHBIN U 3HAUM -
MOTO YJIy4YIIIEHHUST MBIIIEYHOI pabOTOCITOCOOHOCTH HE OT-
Mevaetcs. TaypuH (IOMKop), 00IagaroIIii MeMOpaHOCTa-
OWIM3UPYIOIIUM JECTBMEM Ha MUOLIMTBHI, Ha3HAYACTCs
6ompHpIM XM mo 0,1-0,15 mr/Kr/cyT B 2 Tipuema 3a
20 MuH 10 enpl. Bo3aMoxkHO TTpuMeHeHe TIperapaToB TMHK-
ro 6uno6sl (EGb761, TaHakaH, MEMOILIAHT U Ap.) B 03¢
120240 mr/cyT B 2—3 mpuema Kypcamu 1o 1,52 mec [3].

ITpu kpammu TedeHre KOMIUIEKCHOE, HallpaBJIeHHOE
Ha HOpMAaJIM3alliio MeTaboIMIecKnX HapymeHuid. C 3Toi
LIeJIbI0 Ha3HAYAIOT: KBUMHMHA CY/IbdaT B 103e 260 Mr/cyT,
kap6amazerniH 200 mr/cyT, heruTonH 300 MT/CyT, TOKam-
Hua 200-400 mr/cyT, Bepanamm 120 mr/cyt, ButamuH E
400 EII/cyT, pudodmaBun 100 Mr/cyT, nudeHUITAAPAMIH
50 mr/cyt, amutpuntwuinH 25—100 MT/CyT, TIperapatbl
KaJIbLMsl, MarHUA (Hanpumep, Marue B).

JBycTopoHHUi1 Oj1epapocna3m 1 ABYCTOPOHHUI TITO3
TpeOYIOT TIPOBEICHUS ITOBTOPHBIX O(TaTbMOXUPYPIH-
YeCKHUX BMEIIATEIbCTB. B CBSI3M ¢ HapacTaloOMMU JIe-
dbopmanmsiMu KocTeit M (POPMUPOBAHMEM MBIIIICTHBIX
1 CKeJICTHBIX KOHTPAKTyp 00JbHBIe X/IM TepeHOCsT mo-
BTOPHBIC OPTOIEAWYECKHE OIepalliid Ha KOHEYHOCTSIX
U cyxoxuausx. [1py mIaHMpOBaHWM OTIEPAaTUBHBIX BMeE-
LIaTeILCTB BceM 00bHBIM X/IM HeoOxoamma afgeKkBaTHast
TIpeMeIUKAaIIs IS IIPEeayIIPEeXKICHUS BEpOSITHOTO TIpeI-
OITepallIMOHHOTO CTpecca M TMOTCHIIMAIbHO (PETaITBHOTO
OCJIOKHEHMS 00IIIeit aHeCTe3M — 37TI0Ka4eCTBEHHOM TH-
repTepMun. beH3onma3enmmHbI 1 0apOUTYpaThl CANTAIOTCS
HamboJIee YMECTHBIMU TSI 3TOM LIeNn. Y meTeil Tpearno-
YTUTEJICH OPaIbHBIN, MHTPaHA3aIbHBIN WIIM PeKTaIbHBIN
IIyTh BBEACHMS IIpernapatoB. [IpnMeHeHUe DaHTpoJIeHA
C 1IETIBIO TIPeMeINKaIliM B HACTOSIIIee BpeMsI IIPU3HAHO
HEeO0OOCHOBAHHBIM KaK IT0 IIPUYMHE BBIPAKEHHBIX IT000T-
HBIX 3(D(EKTOB, TaK U TIOTOMY, YTO TP aTeKBATHOM MO-
HUTOPHWHTE OyIeT CBOCBPEMEHHBIM €T0 BBEIACHHME ITIPU
TIepBBIX TIPU3HAKAX Pa3BUBAIOIICICS 3JTOKAYeCTBEHHOM
rurieprepmun [39, 40]. HeBpoory BaxkKHO CBOEBPEMEHHO
nH(GOPMUPOBATh aHeCTe3noJIora 0 Hammauu XM y 60J1b-
HOTO Ha CTaJnU MPeAoTIePallMOHHOM TOATOTOBKY U TIjIa-
HUPOBAaHUS OIIEPAaTUBHOTO BMEIIATEIHCTBA M aHECTE3MO-
JIOTUYECKOTO ITOCOOMSI € TIEITbIO0 MCKITIOUCHYSI TIPUMEHEHUST
TPUTTEPHBIX arTeHTOB [41, 42].

Mporxo3 u Bonpochbl MeAUKo-CORUANLHOI

peadunumayuu

TTockonbky X/IM 1A 1 2B TUIIOB B 1LI€JIOM CYILIECTBEHHO
HE COKpallaloT MPOJOJIKUTEILHOCTb XKU3HU, dKCIepTaMu
B 00J1aCTH HACJICICTBEHHBIX HEHPOMBIIIICYHBIX 3200 IeBaHIIA
TTOMIePKMBACTCSI HEOOXOIMMOCTD TECHOTO COTPYTHNIECTBA
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1 TIPEEMCTBEHHOCTH B BEeICHUN MAITUCHTA MEXKIY MEITUIIMH-
CKUM TeHETHKOM, TIeIUaTPOM, HEBPOJIOTOM, KapINOJIOTOM,
opTorenoM 1 aHecre3nosiorom [43—45]. IMoouepkuBaeTcs
BaXKHOCTB ITPOBEICHMSI METUKO-TEHETMUECKOTO KOHCYIIBTH -
POBaHMS B CEMBSIX C OTSATOIICHHBIM HACJICICTBEHHBIM aHAM -
HE30M, ITOCKOJIbKY TeHEeTUUYeCKUi pucK pa3Butus XM
(3ab01eBaHMsI C ayTOCOMHO-PEIICCCUBHBIM TUTIOM HaCJIeI0-
BaHUsI) BBICOKUU (25%), a MPOrHO3 HEeOIaronpUsTHBIA.
Ocoboe BHMMaHIe HEOOXOIMMO YIEISITh OpTraHN3aLINH 00-
pa3oBaTeIbHBIX IITKOJ 1/WJIN MHTEPHET-CATOB IS TTAIlH-
eHTOB, cTpagatoimx XJIM, 1 uieHOB ux ceMbu. [10CKOIbKY
npu XJIM Ha riepBbIii TIJ1aH BBICTYITIA0OT 0OCOOEHHBIE (hU3M-
YecKHe TPOSBICHNS (JTMIIeBast TU3MOpdus, aehopMariis
KOCTel CKeJleTa, MBIIIIeYHbIe KOHTPAKTYPHI 1 Ap.) TIPU CO-
XpaHEHHOM WJTM YaCTUYHO CHIDKEHHOM MHTEIIJICKTE TTaIli-
€HTbI, HECOMHEHHO, HYXXIAIOTCSI B JIOITOJTHUTEILHON TICH-
XOJIOTMUECKOUM M COIMAIbHOM mommep:kke. Kak mpu Bcex

HEMPOMBIIIIEYHbIX 3a00JIEBAHUSIX, COITPOBOXKIAIOLIMXCSI MbI-
LIEYHBIMU CIa3MaMu, Iipu XJIM cyllecTBYeT SITpOreHHast
OIACHOCTb BBU/IY CKJIOHHOCTH K 3JI0YITOTPEOIEHIIO MUOPE-
JIaKCaHTaMU, OCOOEHHO Aua3ernaMoM (pelaHuyMoM, cruba-
30HOM), KOTOPHII K TOMY K€ MMeeT HI3KYI0 3((DEeKTUBHOCTD
IpyY paccMaTpuBaeMoii narojoruu. Ecim mauueHTbl npu-
HMMAaIOT JIeKapCTBEHHbIE Iperaparhbl, KOTOpble 00CYXKaa-
JIMCh B HACTOSIILIEN CTaThe, KAK B MOHOTEPAIIMHM, TAK U B KOM-
OMHALMK C APYTMMM IperapataMy, OHU JOJDKHBI ObITh
MPOMHMOOPMUPOBAHBI O BO3MOXKHbBIX HEKeJIaTeIbHbIX JIEKap-
CTBEHHBIX SIBJIEHUSIX, a TAKKE O HEOOXOAMMOCTH He3aMe/l-
JIUTEJIbHOrO O0OpallieHusI K JIedalleMy Bpady B cliydae pa3-
BUTHSI TIEPBBIX ITPU3HAKOB MOOOYHBIX 3 dekToB. Y 18—-20 %
Jnofeii, crpagaroimx XM, orMedaeTcst 3a1epxKKa yMCTBEH-
HOI'O Y PEUEBOr0O Pa3BUTHUsI, YTO TPEOYET JOIMOJTHUTEIbHBIX
3aHATUIL C COLMATIBbHBIM MEIaroroM M JoromneaoM-aedex-
TOJIOTOM.
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