3AKAKOYEHUE

Hcropus n3ydyeHus1 COeAMHUTEIbHOTKAHHOM TUCIIIa3UM KaK CaMO-
CTOSATEILHOTO 3a00IeBaHMs Hayanach B 1862 r., korma J. Van Meekeren
BIIEPBbIE JlaJl OTIMCaHUe OOJbHOIO ¢ TMIepPMOOUIBHOCTBIO CYCTaBOB. B
1891 r. pepmatonor A.H. YepHOTry0OB COOOILIMII O CEMHAAaTUIIETHEM
IMOJIPOCTKE C TTOBBIMIEHHON PaCTSKUMOCTBIO U BBICOKOW paHUMOCTBIO
KOXXHU, XPYITKOCTBIO COCYIOB, Pa300JTaHHOCTBIO CycTaBoB. B 1896 r. 11e-
nuatp AHToHUMO MapdaH BrepBbie MPeaCcTaBU KIMHUYECKOE HAOII0-
neHue S-ymetHeilt neBouku Gabriel ¢ HEOOBIYHBIMU, HENPEPLIBHO IPO-
rPeCCUPYIONIMMU aHOMANTUSIMU cKeyeTa. BHelmrHuit rabutyc Gabriel u
MOTOOHBIX MALIMEHTOB C Te€X MOP CTaJM UMEHOBaTh CUHIpOMOM Map-
(pana. Crrycts 20 et 6611 onrcaHbl (PEHOKOMUKU Map(aHOIMom00HbBIX
CUHAPOMOB, euie yepe3 30 jJeT — CUHAPOM AMIaTallMu U PacCIOCHUS
aopThl, CUHAPOM IIpoJiarica MUTpasibHOTO KianaHa. B 1931 r. H. Weve
BIIEPBBIC MIPEATIONOXIII, UTO IPUUMHON cuHIpoMa MapdaHa SJBIseT-
cst febeKT Me30aepMbI, a B 1955 1. n3BeCTHBIN aMepUKAHCKUI TeHETUK
McKusick B onucaHuu HacjaeaCcTBeHHbIX OoJie3Helt yesoBeka On-Line
Mendelian Inheritance In Man (OMIM) OoTKpbLT 5TUM CUHAPOMOM HO-
BYIO HO30JIOTUYECKYIO CTPAHUILY HACJIeICTBEHHBIX 320016 BaHUI COeIM-
HUTEJbHOW TKaHU. OgHaKO, HECMOTpPsI Ha 6oJjiee yeM 145-71eTHIoI0 uc-
TOPUIO U3YYEHUS AUCIIIA3UU COEAUHUTEIbHOI TKAHW, MHOTHE BOIIPO-
CbI TEPMUHOJIOTUH, KJTacCCU(UKALIMU, Pe3YJbTaThl FTEHETUUYECKUX UCCIe-
JOBaHMI, CEMUOTHKA MOPaXKeHUsI BHYTPEHHUX OPTaHOB, MPOOJIEMbI Jie-
YEeHUs OCTAIOTCS OKOHYATEIbHO HEPEIIEHHBIMU U TMCKYTaOeIbHBIMMU.
MoXHO CMeJIO YTBePXKIAaTh, YTO B KIMHUKE BHYTPEHHUX OOJIe3HE HET
0oJsiee CIOPHOI M 3allyTaHHOIK MpPoOJeMbl, YeM MpodaeMa AUCIIa3un
COCIMHUTEJIbHON TKAaHU.

TepmuH «aucriadusi» (rped. dys — OTKJIOHEHUE OT HOPMbI, plasis —
(bopmupoBaHue, oOpazoBaHre) 0003HAYaeT HApYIlIeHUE Pa3BUTUS OP-
TraHOB M TKaHel B SMOPMOHAIBLHOM M ITOCTHATATBbHOM TTepuomax. [1pu-
MEHMTEJILHO K COeIMHUTEIbHOM TKaHU 3TOT TepMUH B 1983 T. mipeaio-
xkun P. Beighton, TeM caMbIM KOHCTaTUPOBAB KJIMHUYECKUE MPOSIBIIE-
HUS KaK CJIeJCTBUE HAPYLICHUI CMHTe3a U (PYyHKIIMOHUPOBAHUS KOJI-
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JIJaT@HOBBIX M 3JTAaCTUYECKUX 0eKOB. AMCia3nst COeTMHUTEHbHOM TKa-
HU BbI3BaHa Ae(PeKTOM €€ (hOPMUPOBAHMS BCIEACTBUE T€HETUUECKI 13-
MeHeHHoTro ¢pubpumiuioreHesa. Illupokas pacrmpocTpaHeHHOCTh COSIM -
HUTEJILHOU TKAaHU B OpTaHM3ME, €€ MHOTOYUCIEHHbIC (PYHKIIMY 1 yda-
CTHE MPaKTUYECKN BO BceX (PM3MOJOTMUYECKMX M MATOJIOTMUYECKUX pe-
aKILUsIX OOBSCHSIOT MPU €€ AUCIIa3UM pacCTpoiicTBa roMeocTas3a Ha
TKaAHEBOM U/WUJIM OpTaHHOM YPOBHE, pa3InuHbie MOP(GOGYHKINOHATb-
HbI€ HapyILIeHUS BUCLIEPAJIbHBIX WM JOKOMOTOPHBIX CUCTEM C IIPOrpe-
JUEHTHBIM TeYECHUEM.

B 1O Bpems Kak monyJasiliMOHHAsI YaCTOTa MOHOTEHHBIX Je(EeKTOB
COEIMHUTEIbHON TKAaHU CPaBHUTEJIbHO HEBeJIMKa, Ype3BbIYailHO pac-
MIpPOCTpPaHEeHbI TaK Ha3bIBaeMble HeaupPEepeHIMPOBAHHbBIE IUCILIA3UN
coequHUTENbHOM TKaHu. [locieqHre MOryT OBITh HE TOJbKO T'€HETU-
YECKU ACTEPMUHUPOBAHHBIMU, HO M Pa3BUBATHCS BCIEACTBUE Pa3Iny-
HBIX MYTareHHBIX BIMSIHUN BHEIIHEeU cpenbl. HecomMmHeHHO, 4TO, MO-
MHUMO TSDKEJIBIX, KIMHUYEeCKM 3HAYMMBIX (DOPM, CYIIECTBYIOT U T10OPO-
KayeCTBeHHBIe (DOPMBI IMCILIa3un (K IIpUMepy, JoOpoKayecTBEHHas
TUTNIePMOOUIBHOCTh CYCTaBOB).

HecMmoTps Ha BBICOKYIO pPacIpOCTPaHEHHOCTh, JMCIJIA3Usl COCIoU-
HUTEJbHOI TKaHU YacTo BhIMagaeT U3 chepbl BHUMAHUS MIpaKTU4eC-
KMX Bpayeil, 4To 00yCIOBJIEHO IIUPOKUM MOIUMOPDOUZMOM ee KIIH-
HMYECKUX MposiBieHuil. Pa3HOOOpa3HbIe U3MEHEHMS KOXHBIX TIOKPO-
BOB, OIIOPHO-IBUIraTe/JbHOIO armnapaTta ¥ OCOOEHHO BHYTPEHHUX Op-
raHoOB ONpeAeJIsIIOT UHAMBUAYAJIbHBII MPOTHO3 M O0KAa3bIBalOT CYIIE-
CTBEHHOE BJIMSHUE HAa T€YEHME T€X MJIM MHBIX COMYTCTBYIOIIMNX 3a00-
JIeBaHUA.

Cpenu BUCIepaJbHBIX MApPKEPOB AUCIIIA3UM COCTMHUTEIbHON TKA-
HU K HacTOSIIEMY BpeMeHM Hanbojiee N3ydeHHBIMU SIBJISIIOTCS MaJIbie
aHOMaJIMM Ceplla, K YUCIY KOTOPBIX OTHOCST IPOJIaric MUTPAJTbLHOTO
KJIallaHa ¥ aHOMaJIbHO pacIiojoXeHHbIe Xopabl. M3BecTHA uUX pojib B
BO3HUKHOBEHUH apUTMUUYECKOTO CUHAPOMA U HEAOCTATOUHOCTHU KpPO-
BooOpaieHus. OJQHAaKO reHepaJu30BaHHbIN Je(eKT COeAMHUTEIbHOMI
TKaHU, JexXallliii B OCHOBE MaJIbIX aHOMAJIMil cepala, npearogaract
MOJMOPraHHYI0 CUMIITOMATUKY U CTUMYJIMPYET MOUCK MHBIX IIPOSIBIIE-
HUI COeIUHUTEbHOTKAHHOM AMCILIa31uKu (CO CTOPOHBI OPOHXO0JIEroY-
HOM CHCTEMBI, XKEJIYJIOUHO-KMIIEYHOrO0 TPaKTa, HEPBHOU CUCTEMBI,
opraHa 3peHMs, OIOPHO-ABUTATEJIbHOIO alliapaTa 1 Ip.), 3HauyeHUE
KOTOPBIX MOKET 0Ka3aThCS HE MEHEE CYIIECTBEHHBIM, YEM MOPAXKEHUE
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cepaua. ITpu 3ToM pacnpoCTpaHEHHOCTb 1 XapaKTep BHEKapAUadbHbIX
BUCLIEPAJIbHBIX U3BMEHEHUM MPU JUCIIA3UU COCNUHUTEIbHONW TKaHU
OCTAaIOTCSI HEJJOCTATOYHO U3YYEHHBIMU, a UX BIUSIHAE Ha OCOOEHHOCTHU
TeUYEHUsI BHYTPEHHE! MaTOJOTMU HEePEeaKO UTHOPUPYETCS.
IIpencrasieHHass MoOHOTpaduUs U ABJISIETCS MOIMBITKON CUCTEMATH -
3UPOBaTh CBEJIEHUS 110 JAHHOMY BoIpocy. B mocobuu onucaHbl cTpo-
eHue U MopdoreHe3 COeNMHUTEIbHOM TKaHM, JaHa KpaTKasl aHaTo-
MUs U QYHKIMOHAAbHAsl aHATOMUS LIEMHOTO OT/Aea MO3BOHOYHMKA
U MBI 1IEW; IUPOKO OCBELIEHBI BOMPOCHI TEPMUHOJIOTUMU U KJlac-
CU(pUKALMU TUCTLJIAa3UU COEAUHUTEIbHOW TKaHU, TIPUBOASATCS JaHHbIE
MOJIEKYJSIPHO-TEHETUYECKUX UCCie0BaHU . Bpauam-nieguaTpam uH-
TepecHO OYIET O3HAKOMUTHCS C ONMMCAHUEM MAaTOJOTMU CEPAEYHO-CO-
CYIMCTONH U OPOHXOJIETOYHOM CUCTEMBI, XKEJIYAOUHO-KUIIEYHOTO
TpaKTa U MOYEMNOJOBOU CUCTEMBI Y JeTeli; a TepaneBTOB U CEMEMHBIX
Bpaueii 3aMHTepecyeT rjiaBa, KoTopas MocBslleHa BO3pacTHOMU AUHa-
MUKE KJIMHUYECKOU CUMIITOMATUKU U OCOOCHHOCTSIM JAUCILIa3UU CO-
eIMHUTEIbHON TKaHU y B3pocibiX. s Bpaueii-HEBPOJOTOB MpUBe-
JIEHO MOAPOOHOE ONMMCaHUe CEMUOTUKU MOPaXXeHUsI HEPBHOM cucTe-
MBI TIpU AUCIUIA3UXA COEJMHUTEIBHON TKAHU, a TAKXE BO3MOXHOCTU
U pe3yJbTaThl MUHCTPYMEHTAJIBLHOTO 00CIeJOBaHUS MAILMEHTOB C AaHO-
ManusaMu opaxuoledanbHbIX cocyaoB. OOCYKIaI0TCsI BONPOCHI MaTO-
TeHETUYECKON U CUMIITOMATUYECKOW MEIUKAMEHTO3HOW U HEMEIU-
KaMEeHTO3HOI Tepanuy AUCIIa3Uu COSAUHUTEIbHONM TKaHU, OCOObI
aKIIEHT clejaH Ha CUHAPOMOJOTUUYECKOU Tepanuu MaToJOTUU He-
PBHOI CUCTEMBI.
be3ycnoBHO, B 3HAUUTEIbHOU Mepe TaHHasi MOHOTrpadMs MpeacTaB-
JisieT coboii 0630p COBPEMEHHOM JIMTEpaTyphl, KOTOPYIO Mbl CMOTJIU
OTBICKATh B HayYHBIX 0030pax, crelualinu3upoBaHHbIX XXypHajlax U B
cetu MHTepHeT. BMecTe ¢ TeM Kak HEBPOJIOTUM 0cO00€ BHUMAaHUE MbI
YAEIWIN HEBPOJOTUYECKUM MPOSBJIEHUSAM NUCIUIA3UU COECTUHUTENb-
HoOUl TKaHU. bonee yeM 15-J1eTHUI ONIBIT pabOTHI B TOM HalpaBJIeHUU
MO3BOJIMJ HaM pa3paboTaTh KiaaccupuKauio MopaxkeHUit HEPBHOM CH-
CTE€MBbI MPU COEIUHUTEIbHOTKAHHOW TUCIUIaA3UMU:
1. CuHapOM BereTaTMBHOM NUCTOHUU:
1.1. BazomoTopHas Ledanrus.
1.2. MurpeHenonoOHbIe IIPUCTYIILI (IIeiiHASI MUTPEHD).
1.3. Bectubynomnarus.
1.4. JIMOTUMUYECKNE COCTOSTHUSI.
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1.5. CuHKoOMNaabHbIE TIPUCTYIIbI.

1.6. [Tannyeckue aTaku.

1.7. Ilepudepuyeckass aHrMOAVMCTOHMS.
2. HeBp0o30mog0OHBIN 1 MBIIIEYHO-PATUKYISIPHBII CHHIPOM KakK
MPOSIBJIEeHNE TUIMEePMOOUIBHOCTH MMO3BOHOYHO-IBUTATEIBHBIX
CerMEeHTOB.
3. HapyiieHusi MO3roBoro KpoBooopauieHus:

3.1. TpaH3UTOpPHBIE UILIEMUYECKHME aTaKU.

3.2. MHdapKT roJoBHOTO MO3ra.
4. DNUIENTUYECKUN CUHIPOM.

Takum 06pa3oM, CIIEKTP MATOJOTUU MPU COSAMHUTETbHOTKAHHOM
JUCIUIA3MM YPE3BbIUaiHO LIUPOK U 3aTparuBaeT MHOTME OpraHbl U CU-
ctembl. [ToaToMy B uaease jieueHUE JOJXKHO OCYILIECTBISITHCS TPYIIION
Bpayell pa3HbIX CHEUMATbHOCTEN C KOOpAMHALIUEN NEVCTBUN BpayoM
o01Iel MpakKTUKU (CEMEMHBIM BpauyoM).

JaHHOe PYKOBOACTBO MPeAHA3HAYEHO JJISI IeTCKUX U OOIIMX HEBPO-
JIOrOB, TIeAMATPOB, TEPAIIeBTOB, KapJAUOJOTOB, CEMEHBIX Bpaueil, Bpa-
yeil GYHKIMOHATBHON AMAarHOCTUKMU (KaK B OOLIEH MpakTUKe, TakK U
MpyY 00yYeHUH Ha LIUKJIe TEMaTUYEeCKOT0 yCOBEPIIEHCTBOBAHUS U MPEI-
aTTeCTallMOHHBIX 1IMKJIax). Mbl cuuTaeM, 4To MoHorpadus Oyaer mo-
Jie3Ha U TJaBHBIM CIleLIMaJuCcTaM TOPOJACKMX U OOJAaCTHBIX OTIEJIOB
3IpaBOOXpPaHEHUS.

B 3akioyeHue aBTOpPHI BhIpaxkaloT UCKPEHHIOK 0JIarOgapHOCTb
CBOMM KoJlJIeraM, 0€3 KOTOPbIX BbIXOJ 3TOTO PYKOBOACTBA ObLJI ObI HE-
BO3MOXEH:

Jlezonckoii Eaene Buxmopogne — Bpauy-neauatpy JoHelkoro oo6-
JIACTHOTO JETCKOTO KJIMHUYECKOTo IIeHTpa HelipopeaOuiIuTalunu;

bymeey Eezenuto Bauecaasoeuuy — 3aMecTUTEIO TJ1aBHOTO Bpaua Ha-
YYHO-MCCJIEIOBATEILCKOTO UHCTUTYTA OPTOIEANU U TpaBMmaTosoruu Ho-
HELIKOTo HAallMOHAJIbHOTO MEIMIIMHCKOro yHuBepcuTeTa uM. M. ['opbKoro;

Boponaegy Baadumupy Huxoaaesuuy — 3aBenyrolieMy OTAeeHUEM
JETCKOI opToIenuy M TpaBMaTojoruu HaydHo-ucclienoBaTeaIbCKOTo
WHCTUTYTAa OPTOMNEAMM M TPaBMATOJOrMM JIOHEIIKOro HAllMOHAJIBLHOTO
MEIMILIMHCKOTO yHuUBepcuteTa uM. M. ['opbKkoro;

Maaeeesoii Hpune Aaexceesne — 3aBeyollieit KOHCYJbTaTUBHbBIM OT-
neneHueM JloHelkoro o6JIacTHOTO clielMaaIu3upOBAaHHOTO LIEHTpa Me-
JUIIMHCKOUN TeHEeTUKM U MpeHaTaIbHON JUarHOCTUKMU;
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Eemywenxo Jluauu Duaunnosene — Bpayy GYHKIMOHAIBHON ana-
rHocTUKM OO0JIacTHOM IETCKOM KIIMHWUYECKOI OOJBLHUIEI T. JloHelKa;

Coaoevesoil Eeeenuu Muxaiinoene — 3aBenyiloneii otaesiom MPT-
IUaTHOCTUKM JJOHEIIKOTO 00JJaCTHOTO TMAarHOCTUYECKOTO IIEHTpPA.

Casuenrxo Eaene Anrexcandpoene — npodeccopy, 3aBeayooleit oTae-
JjoM MPT-nuarHoctuku MMHCTUTYTa HEOTJIOXHOM M BOCCTAHOBUTE I b-
Hoii xupyprun AMH Ykpaunsl um. B.K. I'ycaka r. JloHelka;

Mockaaenko Mapune AnamoaveéHe — K.M.H., Bpauy KaOuHeTa
yJIbTPa3BYKOBOI AIMAarHOCTUKHU JJOHEIKOro 0061aCTHOTO ASTCKOTO KIIM-
HUYECKOTro LIEHTpa HelipopeaduIuTaluu;

Caxcnesoti Hpune Anexcanoposne — MarucTpy MEIUIIMHBI, Bpady Ka-
OuHeTa yJbTPa3BYKOBOU AMarHoCTUKU JIOHEIKOro 00JacTHOTO AeTC-
KOT0 KJIMHUYECKOTO IIeHTpa HellpopeabuInTallnm;

Omeavsanenxko Anamoauro Anamoavesuuy — K.M.H., Bpauy KaOuHeTa
DBI-guarHocTnky JIOHEIIKOTO 00JIaCTHOTO AETCKOTO KIMHUYECKOTO
LIEHTpa HelpopeaOUINTALINN.
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