B.B. [Imumpaukosg
Cunapom HeanddepeHUNPOBAHHOM IUCIUIA3MH COCTUHUTEIbHOU TKAHU
Benopycckuii 2ocyoapcmeennvlii MeOUYyUHCKULL yHU8epcumem

B 0630pe paccMOTpeHbI COBpeMEHHBIE MTPEACTABICHUSI O CHHAPOME BPOKAEHHOMN
HenuddepeHIMPOBAHHON TUCTIIa3UN COEUHUTENbHON TKaHu. [IpoBeeH aHanus
JUTEPATYPHBIX JAHHBIX O BIUSHUU JUCIIA3UM COSAMHUTENbHON TKAHU Ha Pa3BUTHE
COMaTHYECKON MaTOJOIMH. ABTOPOM M3JI05KEHBI OCHOBHBIE CBEJICHUS O COBPEMEHHbBIX
MOJIX0J1aX K pa3paboTKe TEPMUHOJIOTUH, KJIacCu(UKaIMU, CUCTEMAaTH3auU KIMHUYECKUX
MPOSBIICHUH, a TAK)KE KIIMHUKO-TA00PAaTOPHOMN AMArHOCTUKU CUHIAPOMA
HenudhepeHIMPOBAaHHOM TUCTUIA3UN COSTMHUTENIBHON TKaHHU.

KuroueBble cJji0Ba: coeIMHUTENbHAS TKaHb, JUCIUIa3Us COEAMHUTENIbHON TKaHU,
cuHpoM HeaudPpepeHIMPOBAaHHON JUCIIIA3UU coeAMHUTEIbHON Tkanu, MASS-denoTun
Eme B koH1e nponutoro Beka R. Beighton npemioxun 0603HauaTh BpOKIAEHHYO
naToyIoruto coequHuTeNbHOM TKaHu (CT), MpOSBISIONIYIOCS CHIDKCHHEM €€ MPOYHOCTH,

TEPMUHOM «IucIUIazus» [29], 4To B MEpeBOE ¢ TPEUYECKOT0 03HAYAET KOTKIOHECHHUE B
hopMUPOBaAHUU».

B HacTosiiee BpeMs 1Mo TEPMUHOM <«TUCIUTa3us coequHuTeabHon Tkann» (JICT)
MOHUMAIOT aHOMAJIMIO TKAHEBON CTPYKTYPhI C YMEHBLIEHUEM COJICPKAHUS OTIETbHBIX
BUJIOB KOJIJIareHa WK HapyIIEHUEM UX COOTHOILIECHHUS, YTO MPUBOIUT K CHUKEHUIO
npouHoct CT opraHoB u cuctem. ClIEICTBHEM ITOTO SBIISIETCS PACCTPOWCTBO FOMEOCTa3a
Ha TKaHEBOM, OPTaHHOM M OPTaHM3MEHHOM YPOBHSX, KOTOPOE COMPOBOKIAETCS
pa3sITUYHBIMUA MOPPOPYHKIMOHAIBHBIMUA HAPYIIEHUSIMH BUCUEPATIBHBIX U IOKOMOTOPHBIX
CUCTEM C IPOrpeAueHTHBIM TeueHueM [10].

[Ipo6nema JICT BbI3bIBAET B OCAEHEE BpEMs OOJIBIION UHTEpEC Bpaue-NMPakTUKOB B
CBSI3M C YBEJIMYCHHEM BBISBISICMOCTH MAI[MECHTOB C JaHHOM marosiorueii [18]. Yacrora
BbIsiBNIeHUs cunapoma JICT noctarouno Benuka-ot 26 1o 80 % B 3aBUCUMOCTH OT IpyMIIbI
ucciaenosanus [8,9,18]. Tak, no manuem I'. WM. Heuaesoii u coasrt. (1997), ot 74 no 85%
JeTeH IKOJILHOTO Bo3pacTa uMetoT pasnuunbie npusHaku JICT [18].

B passutun JICT Benyiiee 3HaUeHUE UMEIOT MyTalluy T'€HOB, KOAUPYIOLIUX CUHTE3 U
MPOCTPAHCTBEHHYIO OPTraHU3ALMIO KOJJIAreHa, OTBETCTBEHHBIX 3a (pOpMUpOBaHHE
KOMITIOHEHTOB MaTpPHKCa, a TaKKe (epMEHTOB, IPUHUMAIOIIMX y4acTUE B MpoLieccax
¢bubputorenesa [10,36].

Jlucrutactuyeckue U3MEHEHHUs: MOTYT OBbITh 00YCIIOBJIEHBI M BO3JIEHCTBUEM 3K30T€HHbBIX
(hakTOpOB: HEOJIATOMPUSATHON IKOJOTUUECKON 0OCTAaHOBKOM, HEQICKBATHBIM MUTAHUEM U
ctpeccamu [10]. Tak, i3MEHUUBOCTH (PEHOTHUIIA TIPU CHHApPOME Diepca-Jlanmoca
oOycrnoBieHa gedexramu reHoB Juiib B 11,5% cnydaes, a B ocTalbHBIX CBsI3aHA C
neiictBueM (hakTopoB BHemHe# cpeabl [31]. MimeroTcs cBeeHus o posid B GOPMUPOBAHUU
JCT napyiieHuss MarHueBoro oOMeHa B Opranu3Me: NOATBEPKACH AePUIUT Marus npu
MEPBUYHOM MpoJianice MutpanbHoro kiamnana (ITIMK) [35].

CrnoxHoctb auarnoctuku cuajpoma JJCT oOycinoBieHa OTCYTCTBUEM €IUHBIX
JIUArHOCTUYECKUX KpuTepueB U Tepmunonoruu. He onpeneneno mecro JJCT B MKB-10.
Cunpapomsel JICT (nuddepentmpoBannbie U HequdhepeHIIUPOBAHHBIC) HAXOISATCS B
pa3innuHbIX Kiaccax u pyopukax MKB-10. McKusick V.A. B 6a3e q1aHHBIX HaCJICCTBEHHBIX



oonesneit yenoseka «On-line Mendelian Inheritance In Man» (OMIM) Beiiemnw
HO30JIOTHYECKYIO CTPaHMILY HaclieACcTBeHHBIX 3a0oneBanuii CT [37].

[Ipennaraercs neckonbko kinaccudukamnuit ICT. CornacHo oaHOM U3 HUX,
HacleicTBeHHbIe 3a00eBanus CT monpa3ienstoT Ha aBe rpymnbl: 1) 3a0oaeBaHus,
00yCJIOBJIEHHBIE HAPYIIEHUEM CHHTE3a WM KaTa0oJu3Ma BOJJOKHUCTHIX KOMIIOHEHTOB CT;
2) 3a00j1eBaHMsI, 00YCIIOBJICHHBIC HAPYIIIEHUEM CHHTE3a MIIM KaTa0oJI1M3Ma OCHOBHOTO
BemtectBa CT [14]. JlaHHbIe TPYIITBI MOTYT OBITH MOHO(AKTOPHBIMHU (XPOMOCOMHOTO HJIH
WHOTO XapakTepa), U MyJIbTU(haKTOpHbIMU [8].

B 1990-x rogax mpouioro Beka Oblia MpuHsITa KiIaccuukaius, COriacHO KOTOPOu
ObLIM BhIJIENEHBI Takke e rpymbl natoioruu CT. K nepBoii rpynne oTHOCAT
muddepenuupoBannsie ICT, nmeromue onpeaeeHHbli TUIT HACAEOBaHUS, Yallle —
ayTOCOMHO-JOMUHAHTHBIN, U YETKO OYEPUYEHHYIO KIIMHUYECKYI0 CHMIITOMATHUKY: CUHJIPOM
Mapdana, Dnepca-Jlannoca, HECOBEPIICHHBIM OCTEOT€HE3 U JIP., BCTPEUAIOIIUECS PEAKO U
otHocsmmecs K koyutareHonaTusim [10]. B yacTHOCTH, COBpeMEHHbBIE KPUTEPUU JTUATHO32
curapoma Mapdana (['eHTCKast TUarHOCTHUECKast HO30JI0THs) pa3padboransl B 1996 romy
[38]. Bo Bropyio rpymmy BKItoueHbI Heaud hepeHIIMPOBAHHbBIC TUCILIA3UU COCTUHUTEILHON
tkanu (HJICT), koTopble BBIACISIOT KaK HO30JOTHYECKH CaMOCTOATeabHbINA cuuapom JICT
MOJINTEHHO-MYJIbTU(AKTOPUATBHON MPUPOIbI, TPOSBISIOMUNACS BHEIIHUMHU
(EHOTUIMYECKMMU MTPU3HAKAMU C AUCIUIACTUYECKUMH U3MeHeHUAMH CT U KIMHUYECKU
3HAYUMOW TUCQYHKIIUEH OJHOTO WM HECKOJILKUX BHYTPEHHHX OpraHoB [8].

Ectp BapuanT knaccudpukauuu JJCT, Boiaenstonell KOHKpETHbIE CHHIPOMBI U
CUMIITOMBI. aHOMaJInU ckeneTa U Koxku; JJCT BHyTpeHHUX OpraHOB U HEPBHOM CUCTEMBI; a
takke JICT, accouupoBaHHyI0 ¢ BpOKAEHHON U TPUOOPETEHHON MATOJIOTHEN pa3InuyHON
stronioruu u natorenesa. T.U. Kagypuna (2000r.) B pamkax HICT Beinensier MASS-
(benoTun, MmapaHOUIHBIN U 37€pPCcONOA00HBIN (eHoTUIbI. Bhlenenrne CuHIpOMOB,
CBSI3aHHBIX C AUCIUIACTUKO3aBUCUMBIMU U3MEHEHUSIMU U TATOJIOTMYECKUMH COCTOSTHUSIMH,
MO3BOJISIET pacCMaTPUBATh ACCOLUMUPOBAHHYIO XpoHHYECKYto natosioruto u JICT kak
¢IMHBIN 3THOMaToreHeTnyeckuii mpouecc [10].

Hcnonb3oBaHue pa3iMuHbIX TEPMUHOB — «COEAMHUTEIbHOTKAHHAS IUCIIA3HS CO
CMelIaHHBIM (PEHOTUIIOM», KCUHAPOM ME3EHXUMAJIbHOM HEJOCTATOUHOCTH, «MaJjible
(bopMBI JUCIIA3UN», «IETKasi TeHEpaTN30BaHHas MMATONOTUS», KCUHAPOM
COCIMHUTEILHOTKAHHOM NUCTUIazun», «renepanuzoBannas JICT, Bxitouatomas MASS-
dbenotum» u ap. [8,9] orpaskaeT HECOBEPIICHCTBO KiIacCH(PUKAIMOHHBIX 101X010B. Elie B
1989 r. M.J.Glesby u R.E.Pyeritz npeanoxxuinm npuMeHsTh Uit 0003HAYEHUS TAHHOTO
coctosinus akpoHuM «MASS-henoTumn» no nepebiM OykBaM HauboJee YacThIX
denorunmyeckux npusHakos (Mitral valve, Aorta, Skeleton, Skin) [33].

B otinune ot nudpepennuposannbix JJCT, HICT pacnpoctpaneHa 10CTaTOYHO
LIMPOKO U SIBJSIETCS TEHETUYECKHU TeTeporeHHol. OCHOBHOM €€ XapaKTepHUCTUKOM SIBISIETCS
HaJM4Me JJOKOMOTOPHBIX U OPTaHHbIX MPOSIBICHUN 0€3 YETKO OYEPUECHHON KIMHUYECKON
cumnromaTrku [10].

Cpenn HJACT BbIAEISIOT MOArPYIITY, B KOTOPO BHELIHNE NPU3HAKHU JUCIUIA3UH U
IUC(GYHKIUY BETETATUBHOM HEPBHOM CHCTEMBI COUETAIOTCS C MPU3HAKAMHU JUCILIa3Un
OJIHOTO MJIM HECKOJIbKUX BHYTPEHHUX OpraHoB. BereratuBHast AMCPYHKIMSA y OONBHBIX C
JUCIUIa3ued HOCUT KOHCTUTYLMOHAJIBHBIN XapaKTep ¢ ONOCPEJOBAHHBIM BIUSHUEM
ruroTrajgamyca Ha CHHTE3 KoJulareHa.

B npyryro noarpynny BeiaessatoT uzonauposannyro HICT, npu kotopoit nopaxaetcs
OJIMH KaKo# 0o opraH, a BHEIIHUE MPU3HAKH JIUCIIJIA3UHU OTCYTCTBYIOT. Yallie Bcero 3to
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KacaeTcsl Cep/IeYHOM MaTOJIOTUU. DTU COCTOSHUS 0003HAYalOT KaK “ Majible aHOMAJIUH
cepana”’ (MAPC) — anaroMuuecKue U3MEHEHUS apXUTEKTOHUKH CEPIIa U MaruCTPaTbHBIX
COCYZIOB, HE MPUBOASAIINE K TPyObIM HapyILIEHUAM QYHKIMI Cep/IeYHO-COCYIUCTON
cuctemsl [1].

B nacrosiee Bpems aktuBHO u3ydaetcs BausHue J{CT Ha pa3BuTHE pa3InyHbIX
3a00JIeBaHUH, HAPUMED: TUIIEpTOHHYECKOM Oote3nu [13], 3a00eBanuii OpraHoOB JAbIXaHHS
[2,17,34] natonoruu nuieBaputeabHoro tpakra [11,16,21] u ap.

Jlucruiasusi y malueHTa MOXeT ObITh JUAarHOCTUPOBAaHA YXKe Ha 3Tane (U3UKaIbHOIO
oOcnea0BaHus IPU KOMIUIEKCHON OIIeHKE (PEHOTUNTNYECKUX MAapKEPOB. BIIENAIOT BHEITHUE
U BHclepanbHblie MapképhI [8,10] mpeobiiaaHie KOTOPBIX 3aBUCUT OT TOTO, MOPAKECHUE
KaKO# COeIMHUTEILHON TKAaHH UMEET MECTO — ITOTHOM uiu peixiioi [10]. Kpurndeckoe
YKCJIO BHEITHUX (PEHOB, MO3BOJIsAOLIEE AenaTh 3akitoueHue o Hannuuu JCT, konebnercs ot
Tpex a0 mectu [8]. Bosbinoe 3HavueHne mpuaaeTcs kadecTBeHHoMY coctaBy ¢enos JICT. Ha
OCHOBAaHHUHU JUArHOCTHUYECKOW 3HAUMMOCTH OTNeNbHbIX Tpu3HakoB JCT npennaratorcs
JUArHOCTUYECKUE Ta0JIULIbI C OAJIbHON OLICHKOW BHEIIHHUX, BUCLIEPATbHBIX U
OMOXMMUYECKUX MoKa3aresci [8,9].

BHelHre n3aMeHeHus! KOKHU XapaKTepU3YyIOTCs HAIMYUEM €€ THUIEeP3IacTUUYHOCTH,
BECHYIIICK, MTOBBIIICHHOW PACTSKUMOCTH, PAHUMOCTH, cTpui [33], KemouHbIX PyOIIOB,
BBIPAKEHHOM MOJIKO’KHOM BEHO3HOM CETH, MUTMEHTHBIX MATEH THUIA «KO(e ¢ MOJTOKOM»
100 JenurMeHTal, pyOuyruKOB [0 TUIY «IalUPOCHOM OyMaru», 00JbIIOro KOJIMYeCTBa
HeBycos [9,23].

[lopaxeHre MIOTHOM COETMHUTENbHON TKAHU MPOSIBISIETCS U3MEHEHHUSIMU CO CTOPOHBI
CKeJIeTa: HapyUIEHUEM OCAHKHU B BUJE KHU(03a U CKOJIMO3a MO3BOHOYHUKA, CYTYJIOCTH,
nedopMalsiMU TPYyIHOM KIJIETKH, apaXHOJAKTUINEH, HAIMYUEM TJIOCKOCTONHUS UITU <I10JI0M
ctonsi» u Jip. [9,23]. [TanmeHTsl, Kak IPaBHUIIO0, UMEIOT BEICOKHI POCT, aCTCHUYECKOE
Tenocnoxenue [23].

V Bcex nereit ¢ HICT obHapy:xuBaroTCsa Tak Ha3bIBa€MbIE «Majible aHOMaJIUU
pazButus» (MAP) nnu «iucmopdun». K mHanbonee yacro erpevyaromumess MAP ipu ICT
OTHOCSITCS: CBETJIOKOKECTh, CPOCIINECS OpOBH, IIMPOKas MEPEHOCHIA, TUIIEeP-H
TUIOTEJI0PU3M, TOIyOble CKIIEPHI, SMIUKAHT, BBICOKOE HEOO, HEMPaBUIIbHBIN POCT 3y00B,
auactema, 1eopMUpoBaHHas yIIHAs paKOBUHA, IPUPOCIIas MOYKa, U30THYThIe MU3UHIIBI,
HEMOJIHAs CUHJIaKTUJIMSA MaJibLIEeB, CaHJaJIeBUIHAS 1I€Jb, CBETIBIM UM PHIKUI IIBET BOJIOC.
He Bcerna nanmmune MAP pacueHnBaeTcs Kak NPU3HAK IMCIUIA3nU. [[narHocTuyecku
3HauuMbIM i1 quardoctuku JICT seasiercs Haanume 6 u 6oaee MAP [8].

CnabocTh CBSI304HOIO arnmapaTa y NallueHTOB ¢ JUCIUIa3uel TPUBOJIUT K PA3BUTHIO
CHUHJIpOMa I'eHepain30BaHHOMN runepMoomibHOCTH cycTaBoB (CI'T'C), OlleHUTh CTETICHD
BBIPAXKEHHOCTH KOTOPOTO MOXKHO 10 kKputepusim beiirona [30].

K nposiBnenusim JICT oprana 3peHusi OTHOCUTCS . MUOIIUS, TUIIEPMETPONUS, SIUKAHT,
JTUCIIOKALIMS XpYyCTallMKa, OTCIOMKA CETYaTKH, IET€HEPATUBHBIE N3MEHEHUS Ha TJIA3HOM
JIHE, YBEJTMYECHHE IJTMHBI I1a3HOTO 50J10Ka, MII0OCKas pOroBULA, TOayOble CKIephI,
kocornasue [8,9].

Mexay 4iciioM BHEITHUX (PEHOTUNMHYECKUX MPU3HAKOB AUCIUIACTUYHOCTH U YACTOTOM
BBISIBJIEHUSI aHAJIOTUYHBIX BUCLIEPATIbHBIX TPOSBICHUN CYIIECTBYET MPsAMasi B3aUMOCBS3b
[8].

Hauunas ¢ 1987 rona, B kiiaccudukanuu 3a001eBaHUI cepeYHO-COCYIUCTON CUCTEMBI
Hiro-Hopkckoit accormanyy Kapanonoros 6s1 Beyienes cuaapom JICT cepina,
COMPOBOXKIAOIINN Kak AU hepeHInpoBaHHbIE, TaK U HeAU(PPepeHITMPOBAHHbIE
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JAUCIUIa3UU. DTOT CUHJPOM BKJIIOUYAET: IPOJIAIICH KJIAMAHOB CepAlla, aHOMAJIBLHO
PacoIOKEHHBIE XOPAbI JEBOT0 KEITYA0UKa, AHEBPU3MbI MEXKIIPECEPIHON IEPETOPOIKU U
CUHYCOB BanbcanbBbl, paciiupeHue KOpHs aOpThl U JIETOYHOM apTepuu, OUKYCIHIadbHYIO
aopry. [ICT cepaua miu MAPC [1] paccMaTpuBaroTCsi Kak W30JIMPOBAHHBINA CHHIPOM,
BKJIFOYAIOIIHMI B C€0s1 CHMITOMOKOMILIEKC KapAHAJIbHBIX U SKCTpaKapAuaibHbIX
nposieiienuii [26]. B knmuarke MAPC pa3nuyaroT BereTaTuBHBIN, COCYIUCTHIH,
FEMOPPATUYECKUN U TICUXONATUYECKUN CUHIPOMBI.

B nocnennee necarunetue ocoboe BHUMaHUE yIEISI0T apUTMUSM, Pa3BUBAIOLIMMCS Ha
¢done MAPC [23]. YcTaHOBIIEHA TOCTOBEPHAsI B3aUMOCBSI3b MEXKy HATHYHEM
GUOPMILTALINY TPECEPIUi U BRIPAXKEHHOCThIO KimHUYeckux npossiennii JICT [32].
ApUTMUYECKUN CUHIPOM BXOAMT B IPYMITYy CUHIPOMOB, ONPEIETSIOIINX TAHATOI€HES Y JIULL
¢ JICT [8,19]. HekoTopbie aBTOpbI OTHOCSIT CHHAPOM PaHHEH PENOJISIPU3AIIUH KEITYTI0YKOB
[3] k onHOMY M3 KapauanbHbIX pu3HakoB JICT, Tak kak oH 4acto coderaercs ¢ [IMK u
aHOMAJIbHBIMHU XOP/aMH B TIOJIOCTH JIEBOT'O JKEITYJ0UKa.

bponxonerounsie nopaxenus npu JCT xapakTepu3yrOTCs KaK FT€HETUYECKH
00YCIIOBJICHHBIC HAPYIICHHS APXUTEKTOHUKHU JICTOYHON TKaHU, BeayIue (IPH MOBBIIICHHOW
PaCTSUMOCTH U CHUKCHHOM IACTUYHOCTH) K (JOPMHUPOBAHUIO IPOTPECCUPYIONICH 1
Oymie3HOM 3MPuU3eMbl, TOJMKHUCTO3A JIETKUX, CIOHTAHHOT'O THEBMOTOPAKCA,
OpOHXO0’KTa30B, TMIIOIUIa3UH JIETKUX. BeTpeyaroTest TpaxeoOpoHxoMeraius,
TpaxeoOpOHXOMAJIALIKA, TPAaXeoOpOHXUaNbHas AUCKUHE3Ms, BBI3BAaHHbIE MAaTOJIOTUEn
oomena CT [20]. V nereit ¢ npusnakamu BpoxxaeHHoi JICT noka3ano 6osee Tshkenoe
TeUueHUEe OPOHXUAIBHOW ACTMBI C pAHHUM (POPMHUPOBAHUEM JIETOYHOM runepren3uu [17,34].
Bocnanutensnas Oponxonerounas naroiorus y aerei ¢ JICT vaiie npuHumaer
PELUANBUPYIOIINNA XapakTep, 1e00T ee pa3BUBAETCS paHbllle, a TCYEHHE CAMOW MaTOJIOTHH
Tsokenee [2].

Kenynouno-kumieunsiit Tpakt (JKKT) mpu JICT HenszOexxHO BOBIICKaeTCs B
naroyiorndeckuit mpoiecc. Ormeuaercs Beicokas yactota ¢eno JICT y nereit ¢
[1aTOJIOTMEN raCTPOAYOACHAIBHON 30HbI: U3MEHEHUN CO CTOPOHBI KOXKHU, HAPYILLIEHUN
ocanku, CI'T'C [11], ITMK [16]. ITpu JICT omnucana BeIcOKas 4acToTa 330()aruTos,
racTpoayoJIcHUTOB [16], maToIOruu TOJACTOrO KUIIeYHHKa [21], XOJICIUCTUTOB | Jp.
AHOMaJIUH KETYHOTO MY3bIPS U PEIIIOKCHI JOTOMHSIIOT KapTUHY. Pexxe BcTpeuaeTcs
si3BeHHAs1 00Jie3Hb ABeHaaarunepctHor kumku [16]. JICT MoxeT BRICTYNaTh Kak
yCeyryounsromuii (hakTop BEIPAKEHHOCTH KIMHUYECKHUX TposBiacHui co ctoponsl JKKT [25].

Csenenus o coueranuu HICT ¢ naTosorueit opraHoB MOYEBOW CUCTEMBI Y
POJICTBEHHMKOB CBHJICTEILCTBYET O 3a00sieBanuy mnouek y peoenka B 90% cnyuqaes [4]. [Ipu
Ham4uy 3a0oneBanus novek nauciuiazus CT auarHoctupyercs 1octatogHo yacto [5,10,12]:
ATO MOXKET OBbITh NOJUKHUCTO3, IUBEPTUKYIIEZ MOYEBOTO My3bIps, HE(YPONTO3, ATOHUS
YalIeYHO-JIOXaHOYHON CHCTEMbI, YIBOCHUE MOYKH W/Wiii MoveBbIBOASIIKX myTeit [10,22],
npoJtarnc reHuTaiuii [ 28], MHOKEeCTBeHHBIEC aHEeBPHU3MBI ToYeYHbIX cocy1oB [10,39].
Hannune muoxectBeHHbIX MAP y G0JIbHBIX OCTPBIM IIIOMEPYJIOHE(YPUTOM MOKET OBITH
KOCBEHHBIM KPUTEPUEM TSKEIOro TeueHus mporecca [12].

[Mpu JICT BbIcOKa YacToTa Bapuko3a nepudepudeckux BeH [18,24]. B mutepatype
MPUBOJATCS JIaHHBIE O HAPYIIEHUAX B Pa3JIUYHbBIX 3BEHbSIX CUCTEMbI T€MOCTa3a,
M3MEHEHUSX arperaliioHHON (pyHKIUK TPOMOOIIMTOB, CHUKEHNE aKTUBHOCTH (pakTopa
BunneOpanna B mia3me, HapylieHue KOHEYHOTO 3Tana cBepThiBaHus KpoBH [6]. Hapymenus
B IMMYHHOI CUCTEME y JaHHOM KaTeropuu OOJBHBIX BBIPAKAIOTCSI UMM YHOE(DUIIMTOM.
AHTHreHsl ructocoBMecTuMocTH | 1 |l Ki1accoB accoruupoBaHbl ¢ TPEAPACTONOKEHHOCTHIO
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K pa3Buthio JICT u ¢ 0COOEHHOCTAMU €€ KIMHUYECKUX MPOSIBICHUI U ONPEAEIIAIOT HAIUYne
OTKJIOHCHHI B UMMYHHOU cucteme [27].

Kak nmpaBuiio, Bucuepanbubie nposiBiienus JJCT sistorces noiauopranaeivu [9], u B
ATUX ClIy4asx cTeneHb BelpaxkeHHOCTH JJCT HapacTaeT npsmMo nponopruoHAIBHO CTENEHN
BOBJICYEHHOCTH JIPYTHX OPTaHOB U CHCTEM [9].

IIpu paznuyHbIX UCCIIETOBAHUAX TOATBEPKIEHA BBICOKAS YACTOTA HEMPOBETETATUBHBIX
pacctpoiicTB (3HYpe3, AePEKThI peur, BEreTO-COCYUCTAsT JUCTOHHS) U TICUXUKH Y
narueHToB ¢ auciasuei [8]. Jlum ¢ ICT onpenensior Kak MalnueHTOB ¢ BHICOKOH
CUTYAllMOHHOMW TPEBOKHOCTHIO, HU3KOW AIMOLIMOHAILHOW YCTOMYMUBOCTBIO. Y HUX UMEETCS
HEaJIeKBAaTHOCTh CAMOOLICHKH, HEA((PEKTUBHOCTh KOMITEHCATOPHBIX PEAKIINI HAa CTpecC B
COYETAaHUH CO CHM)KCHUEM IMHAMHYECKUX MOKa3aTesei ICUXUIeCKOH IeATeIbHOCTH [ 7].

Jlns mpoBeaeHust ckpuHUHT-IuarHocTuku J{CT mMoxeT ObITh UCIIOIB30BaHA CXEMA,
npeioxerHas T. MunikoBcka-/ImutpoBoii u A. Kapkariessim (1985) [15]. [To atoit cxeme
OLICHUBAETCS HAJTMYME Yy MMAIIMEHTAa OCHOBHBIX M BTOpOocTeneHHbIX npusHakoB JICT. K
OCHOBHBIM IIPU3HAaKaM OTHECEHBI: IUIOCKOCTOINE, PACIIUPEHUE BEH, TOTUYECKOE HEDO,
CI'TC, naronorust opraHa 3peHus, 1eopMalvy rpyJHON KIETKHU U TO3BOHOYHHUKA,
YBEJIMYEHHAS PACTS)KUMOCTD U APSIOJI0CTh KOXKH, JUIMHHBIE TOHKUE TaJIbIIb.
BropocrenenHbie NpU3HAKKU: AHOMAJIMU YIIHBIX PAKOBUH U 3y0OB, CyCTaBHbIE 0OJIM, BEIBUXU
Y MTOABBIBUXHU CYCTaBOB, NTEPUroAaKTIINS U Ap. CteneHb BolpaxkeHHOCTH JJCT
ONpENEIIAETCS BAPUAHTAMM COYETAHUS TVIABHBIX U BTOPOCTEIICHHBIX TPU3HAKOB.

s moaTBepkaenus nuarsosa cuaapoma HJICT ucnonb3yroT OMoxXuMudeckue
MeTOo/1bl AMarHocTuku. Hanbonee nHhopMaTUBHBIM SBISETCS ONpPEIETICHUE YPOBHS
MAapKepoB pacnaja KoJijlareHa: OKCUIIPOJIMHA U ITIMKO30aMUHOIIMKAHOB B CYTOYHOU MOYE,
JM3MHA, TPOJIUHA, OKCHIIPOJIHHA B ChIBOpOTKe KpoBH [10]. Mi3MeHeHHe COOTHOIIECHUS
KoJutareHoB pasHbix TUHOB IpHu JICT mo3BosseT ucnonb30BaTh B JUArHOCTUKE METOT
Henpsimoil ummyHodroopectiennuu o Sternberg L.A. (1982). [Tpu JICT na memOpanax
JICUKOLIMTOB ONPEAEIISETCS NOBBILIEHHOE IIPEACTABUTEIBCTBO AaHTUT€HOB
ructocoBMectumoct HLA — A28, B35, Cwb, Cwb2, camkennoe — A2, B12, Cw3.
IlepcrieKTUBHBIMM SIBJISFOTCS METO/bI MOJIEKYJISIPHO-TEHETUYECKON TUArHOCTUKHU
BpoxkaeHHOMN JICT ¢ mpuMeHeHneM MOJIEKYJISIPHBIX METOJIOB BBISIBJIEHUS T€HHBIX MYTALlUH.

B Hacrosiiee Bpems pazpaboTaHbl MPOrpaMMbl Kypaluy MallMeHTOB ¢ YaCTHBIMU
nposisnenusmu CTJ] —c MAPC, ckonuoszamu, Muonuent u cuaapomoM Mapdana. Cxema
Tepanuu npu cuuapome Mapdana [9] BkimrodyaeT acKOpOMHOBYIO KHCIIOTY (MPH OTCYTCTBHU
OKCaJIypHH U CEMEHHOI0 aHaAMHEe3a [0 MOYEKaMEHHOH IMaTOJIOTHH), TIpenapaThl,
coJiepKalllie rII0KO3aMUHCYIb(}AT; XOHAPOUTHHCYIb(DAT. B kauecTBe MEeTabOIUTOB B KypC
TEpanuy BKIIIOYAIOT SHTAPHYIO KUCIIOTY, KApHUTHHA Xjtopuf [9].

[Tpu MAPC npuMeHstoTCs HEMEUKaMEHTO3HbIE METO/Ibl JIEUeHUs . COaTaHCUPOBAHHOE
NUTaHuE, ICUXOoTepanus, OanpHeoTepanus, Maccax, pusnorepanus, JIOK.
MenukamMeHTO3HOE JIEYEHHUE BKIIIOYAEeT IPUMEHEHUE . IPENapaToB MarHus,
KapAUOTPOPUUYECKOI Tepalni, 1o NOoKa3aHUsIM aHTHAPUTMUYECKHUX ITpenaparos, OeTa-
aIpeHO0JIOKATOPOB (MOJIOKUTEITHHO BIHSIOT Ha MPOLIECCHl 0OMeHa KoyuiareHa). [1pu
Hanuuuu CB/I, Ha3HayaroTCs BEre€TOTPOITHBIE MTPENapaThl, HOOTPOIIbI, BA30AKTHUBHBIE
npenapaThl: KABUHTOH, IIMHHAPU3KH U J1p. [9]. Be100p MHANBUAYATBHON IPOrPaMMBbI
KypPCOBOI'O JIEYEHUS] CTOCOOCTBYET YIYyULIEHNIO OOMEHHBIX MTPOLIECCOB B COEIMHUTENBHOM
TKaHU U oOecrieunBaeT NpopuIakTUKy BO3MOXKHbIX ocioxkHeHui JICT.

JICT npencrapisieT coO0M YHUKAJIBHYIO aHOMAJIMIO Pa3BUTHS OpraHrU3Ma YeJIOBeKa,
KOTOpast XapaKTepU3yeTcsi HEOAHO3HAYHAs KIIMHUYECKOU CUMIITOMAaTUKON U KaK CJIEACTBUE,
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OTCYTCTBUEM YETKUX JMATHOCTUYECKUX KPUTEPUEB, HATTMUMEM IPOTUBOPEUNBBIX
MPEICTaBICHUN 0 MEXaHU3MaX ee (POPMUPOBAHUS, UTO CBUIETENBCTBYET O HEOOXOIUMOCTHU
JanbHEHIero U3y4yeHus U OLIEHKU €€ KIIMHUYECKOM 3HAYUMOCTH.
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