B.B. [Imumpaukosg
Cunapom HeanddepeHUNPOBAHHOM IUCIUIA3MH COCTUHUTEIbHOU TKAHU
bBenopycckuti 2ocyoapcmeennvlii MeOUyUHCKULL yHu8epcumem

B 0630pe paccMOTpeHbI COBpEMEHHBIE MTPEACTABICHUSI O CHHAPOME BPOKAEHHOM
HenuddepeHIMPOBAaHHOM TUCTIIIa3UU COEUHUTENbHON TKaHu. [IpoBeaeH ananus
JUTEPATYPHBIX JAHHBIX O BIUSHUU JUCIIA3UM COSAMHUTENbHON TKAHU Ha Pa3BUTHE
COMAaTHYECKOW MaTOJOIMH. ABTOPOM M3JI05KEHBI OCHOBHBIE CBEJICHUS O COBPEMEHHBIX
MOJX0J1aX K pa3paboTKe TEPMUHOJIOTUH, KJIacCu(UKAIMN, CUCTEMATU3alu1 KIMHUYECKUX
MPOSBIICHUM, a TAK)KE KIIMHUKO-TA00PAaTOPHOM AMArHOCTUKU CHHIPOMA
HenudhepeHIMPOBaHHOM TUCTUIA3UN COSTMHUTENIBHON TKaHHU.

KuroueBble ¢Jj10Ba: coeIMHUTENbHAS TKaHb, JUCIUIA3Us COEAMHUTEIbHON TKaHU,
cuHIpoM HeaudPpepeHIIMPOBAaHHON AUCIIIA3UU coeAMHUTEIbHON Tkanu, MASS-denoTun
Eme B koH1e nponutoro Beka R. Beighton npemioxun 0603HauaTh BpOKIAEHHYO
naToJIoThio coequHUTeNbHOM TKaHu (CT), MpOSBISIONIYIOCS CHIDKCHHEM €€ MPOYHOCTH,

TEPMUHOM «IUCILIa3us» [29], 4To B MEPEeBOE C TPEUECKOTO 03HAYAET KOTKIOHECHHUE B
hopMUPOBaAHUU.

B HacTosiiee BpeMs 1Mo TEPMHUHOM «TUCIUTa3us coequHuTeabHoM Tkanu» (JICT)
MOHUMAIOT aHOMAJIMIO TKAHEBOM CTPYKTYPhI C YMEHBIIEHUEM COJICPKAHUS OTIEIbHbIX
BUJIOB KOJIJIar€Ha WA HapyIIEHUEM X COOTHOWICHHUS, YTO MPUBOIUT K CHUKEHUIO
npouHoct CT opraHoB u cuctem. ClIeICTBHEM ITOTO SBIISIETCS PACCTPOWCTBO FOMEOCTa3a
Ha TKaHEBOM, OPTaHHOM M OPTaHM3MEHHOM YPOBHSX, KOTOPOE COMPOBOKIAETCS
pazsITuYHBIMUA MOPPOPYHKIMOHAIBHBIMUA HAPYIIEHUSIMH BUCLEPAIBHBIX U IOKOMOTOPHBIX
CHUCTEM C POrpeAueHTHBIM TeucHueM [10].

[Ipo6nema JICT BbI3bIBaET B OCAEAHEE BpEMs OOJIBIION UHTEpEC Bpaue-NMPaKTUKOB B
CBSI3M C YBEJIMYCHHEM BBISBISICMOCTH NAI[USHTOB C JaHHOM marosiorueii [18]. Yacrora
BbIsiBNeHUs cunapoma JICT noctarouno Benuka-ot 26 1o 80 % B 3aBUCUMOCTH OT TpYyMIIbI
ucciaenosanus [8,9,18]. Tak, mo manuem I'. . Heuaesoii u coat. (1997), ot 74 no 85%
JeTeH IIKOJILHOTO BO3pacTa UMET pasnuunbie npu3Haku ICT [18].

B passutun JICT Beayuiee 3HaUeHUE UMEIOT MyTalluy T€HOB, KOAUPYIOLIUX CUHTE3 U
MPOCTPAHCTBEHHYIO OpPraHU3aLMIO KOJJIareHa, OTBETCTBEHHBIX 32 (pOpMUpOBaHUE
KOMITOHEHTOB MaTpPHKCa, a TaKkKe (epMEHTOB, IPUHUMAIOIIMX y4acTUe B Mpoleccax
¢dbudpumtorenesa [10,36].

JlucrutacTuyeckne U3MEHEHUs: MOT'YT OBITh 00YCIIOBJIEHBI U BO3JIEHCTBUEM 3K30T€HHbBIX
(hakTOpOB: HEOJIATOMPUATHON IKOJOTUUECKON 0OCTAaHOBKOM, HEQJICKBATHBIM MUTAHUEM U
ctpeccamu [10]. Tak, i3MEHUUBOCTH (PEHOTHUIIA TIPU CHHApPOME Diepca-Jlannoca
oOycrnosieHa aedexramu reHoB Juiib B 11,5% cnydaes, a B ocTalbHBIX CBsI3aHA C
neiictBueM (hakTopoB BHemHeH cpeabl [31]. MimeroTcs cBeienus o posid B GOPMUPOBAHUU
JCT napymieHuss MarHueBoro oOMeHa B OpraHu3Me: NOATBEPKACH AePUIUT Marus npu
MEPBUYHOM MpoJianice MuTpanbHoro kiamnada (ITIMK) [35].

Cnoxnoctb auarnoctuku cuajapoma JJCT oOycinoBieHa OTCYTCTBUEM €IUHBIX
JIUArHOCTUYECKUX KpuTepueB U Tepmunonoruu. He onpeneneno mecro JJCT B MKB-10.
Cunnpowmset 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 3a00seBanus CT monpa3ienstoT Ha aBe rpymnmbl: 1) 3a0oneBaHus,
00yCJIOBJIEHHBIE HAPYILIEHUEM CHHTE3a WM KaTa0oJ1M3Ma BOJIOKHUCTBIX KOMIIOHEHTOB CT;
2) 3a00j1eBaHMsI, 00YCIIOBJICHHBIC HAPYIIIEHUEM CHHTE3a MIIM KaTa0oI1M3Ma OCHOBHOTO
BemtectBa CT [14]. [laHHbIC TPYIITBI MOTYT OBITH MOHO()AKTOPHBIMHU (XPOMOCOMHOTO HJTH
WHOTO XapakTepa), U MyJIbTU(aKTOPHBIMHU [8].

B 1990-x rogax mpouioro Beka Obliia MpUHsITa Kiaccuukaius, COriaCHO KOTOPOi
ObLIM BhIJIENEHBI Takke Be rpymmbl natoioruu CT. K nepBoii rpynmne oTHOCAT
muddepenuuponanusie JICT, nmeromue onpeaeeHHbIi THIT HaCAEJ0BaHUS, Yallle —
ayTOCOMHO-JOMHHAHTHBIN, K YETKO OYEPUYEHHYIO KIIMHUYECKYI0 CHMITOMATUKY: CUHJIPOM
Mapdana, Dnepca-Jlannoca, HECOBEPIICHHBIM OCTEOTe€HE3 U JIP., BCTPEYAIOIIUECS PEAKO U
oTHocsmecs K koyutareHonaTusiM [10]. B yacTHOCTH, COBpeMEHHbBIE KPUTEPUU TUATHO32
curapoma Mapdana (['eHTCKast TUarHOCTHYECKast HO30JI0THs) pa3padoransl B 1996 romy
[38]. Bo Bropyio rpymimy BKItoueHBI Heaud hepeHIIMPOBAHHbBIC TUCIIA3UU COSTUHUTEILHON
tkanu (HJICT), koTopble BBIICISIOT KaK HO30JOTHIECKH CaMOCTOATeabHbIN cuuapom JICT
MOJINTEHHO-MYJIbTU(AKTOPUATBHON MPUPOIbI, TPOSBISIOMUNACS BHEIIHUMHU
(EHOTUIMMYECKUMU MTPU3HAKAMU C AUCIUIACTUYECKUMH U3MeHeHuAMHU CT U KIMHUYEeCKU
3HAYUMOU TUCYHKIIUCH OJHOTO WM HECKOJILKUX BHYTPEHHHX OpraHoB [8].

Ectp BapuanT knaccudpukauuu JJCT, Boiaesstoniell KOHKPETHbIE CUHHIPOMBI U
CUMIITOMBI: aHOMaJInU ckeneTa U Koxku; JJCT BHyTpeHHUX OpraHOB U HEPBHOUM CUCTEMBI; a
takke JICT, accouupoBaHHyIO ¢ BpOXKAEHHONW U TPUOOPETEHHOM MATOJIOTHEN pa3InuyHON
stronioruu u natorenesa. T.U. Kagypuna (2000r.) B pamkax HIICT Beinensier MASS-
benoTun, MmapaHOUIHBIN U 37€PCONOA0OHBIN QeHoTUIbI. Bhlienenrne CHHIpOMOB,
CBSI3aHHBIX C AUCIUIACTUKO3aBUCUMBIMU U3MEHEHUSIMU U TATOJIOTUYECKUMH COCTOSTHUSIMH,
MO3BOJISIET pacCMaTPUBaTh ACCOUMUPOBAHHYIO XpOoHHYECKYto natosioruto u JICT kak
¢/IMHBIN dTHOMaToreHeTndYeckuii mpomuecc [10].

Hcnonb3oBaHue pa3iMuHbIX TEPMUHOB — «COEAMHUTEILHOTKAHHAS AUCIIA3HS CO
CMeIIaHHBIM (PEHOTUIIOM», KCUHAPOM ME3EHXUMAJIbHON HEAOCTATOUHOCTU, «MaJible
(bopMbI JUCIUIA3UN», «IETKasi TeHepaTu30BaHHAs MMATOJIOTUS», KCUHAPOM
COCIMHUTEILHOTKAHHOW NUCIUTazun», «renepannzoBannas JICT, Bxitouatomas MASS-
dbenotun» u ap. [8,9] orpakaer HECOBEPIICHCTBO KiIacCH(PUKAIMOHHBIX 1M01X010B. EIie B
1989 r. M.J.Glesby u R.E.Pyeritz npeanoxuinm npuMeHsTh Uit 0003HAYEHUS TaHHOTO
cocrostaust akpoHUM «MASS-¢heHoTH» Mo nepBsIM OyYKBaM HanOOJIee YacThIX
denorunmyeckux npusHakos (Mitral valve, Aorta, Skeleton, Skin) [33].

B otinune ot nudpepennuposannbix JCT, HICT pacnpoctpaneHa 10CTaTOYHO
HIUPOKO U SIBJISETCS FEHETUUECKHU TeTeporeHHol. OCHOBHOM €€ XapaKTepUCTUKOM SIBISIETCS
HaJIM4YKe JJOKOMOTOPHBIX U OPTaHHbIX MPOSIBICHUN 0€3 YETKO OYEPUEHHON KIMHUYECKON
cumnromaTuku [10].

Cpenn HACT BbIAENSIOT MOArPYIITY, B KOTOPOUM BHEIIHNE NMPU3HAKU JUCIUIA3UN U
IUC(GYHKIUY BETETATUBHOM HEPBHOM CHCTEMBI COUETAIOTCS C MPU3HAKAMHU JUCIIIa3Un
OJIHOTO MJIM HECKOJIbKUX BHYTPEHHUX OpraHoB. BereratnBHas AMCPYHKIUSA y OOJNBHBIX C
JUCIUIa3ued HOCUT KOHCTUTYLMOHAJIBHBIN XapaKTep ¢ ONOCPEAOBAHHBIM BIUSHUEM
rurorajgamyca 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 n3ydaetcs BiausHue J{CT Ha pa3BuTHE pa3InyHbIX
3a00JIeBaHUH, HAPUMED: THIIEPTOHUYECKOM Ooie3nu [13], 3a0oeBanuii OpraHoOB JAbIXaHHS
[2,17,34] natonoruu nuieBaputeabHoro tpakra [11,16,21] u ap.

Jlucruiasusi y malMeHTa MOXeT ObITh JMarHOCTUPOBAaHA YXKe Ha 3Tane QU3UKaIbHOIO
oOcnea0BaHus IPU KOMIUIEKCHON OIIeHKE (PEHOTUNTMYECKUX MAapKEPOB. BIIENAIOT BHEIITHUE
U BHcLepanbHbie MapképhI [8,10] mpeobiiagaHie KOTOPBIX 3aBUCUT OT TOTO, MOPAKECHUE
KaKO# COeTMHUTEILHON TKAaHH UMEET MECTO — IUTOTHOM min peixiioii [10]. Kpurndeckoe
YKCJIO BHEITHUX (PEHOB, MO3BOJIsAONIEE AenaTh 3akiatoueHue o Hannuuu JICT, konebnercs ot
Tpex a0 mecty [8]. Bosbinoe 3HavueHne mpuaaeTces kauecTBeHHOMY coctaBy ¢enoB JICT. Ha
OCHOBAaHMUHU JUArHOCTHUYECKOW 3HAUMMOCTH OTIeNbHbIX pu3HakoB JCT npennaratorcs
JUArHOCTUYECKUE TAa0JIMLIbI C OAIBHOM OLICHKOW BHEIIHUX, BUCLEPATbHBIX U
OMOXMMHUYECKUX MoKa3aresei [8,9].

BHelHne n3aMeHeHus! KOKHU XapaKTepU3YIOTCsl HAIMYUEM €€ THUIEePITacTUUYHOCTH,
BECHYIIICK, MOBBIIICHHOW PACTSKUMOCTH, PAHUMOCTH, cTpuii [33], KemouHbIX PyOIIOB,
BBIPAKEHHOM MOJIKO’KHON BEHO3HOM CETH, MUTMEHTHBIX MATEH THUIA «KO(pEe ¢ MOJIOKOM>
a1M00 JenurMeHTalu, pyOuyruKOB [0 TUIY «TalMPOCHOM Oymaru», 00JIbIIOro KOJIMYeCTBa
HeBycoB [9,23].

[lopaxeHre MIOTHOM COETMHUTENbHON TKaHU MPOSIBISIETCS U3MEHEHHUSIMU CO CTOPOHBI
CKeJIeTa: HapyUIEHUEM OCAHKHU B BUJE KH(03a U CKOJIMO03a MO3BOHOYHUKA, CYTYJIOCTH,
nedopMalsiMU TPYyIHON KIJIETKH, apaXHOAAKTUIIUMEH, HAIMYUEM TUIOCKOCTONHUS UITH <I10JI0M
ctonsm» U Jip. [9,23]. [TanMeHThl, Kak MPaBHUIIO, UIMEIOT BHICOKHI POCT, aCTCHUYECKOE
Tenocnoxenue [23].

V Bcex nereit ¢ HICT obHapyXuBaroTCa Tak Ha3bIBa€MbIE «Majible aHOMaJIUU
pazButus» (MAP) niu «iucmoppun». K mHanbomnee yacro erpevaromumess MAP pu ICT
OTHOCSITCS: CBETJIOKOKECTh, CPOCIINECS OpOBH, IIMPOKas MEPEHOCHIA, TUIIEP-H
TUIOTEI0PU3M, TOIyObl€ CKIIEPHI, SMUKAHT, BBICOKOE HEOO, HEMPaBUIIbHBIN POCT 3y00B,
auactema, aeopMrupoBaHHas ylIHas paKOBHHA, IPUPOCIIas MOYKa, U30THYThIe MU3UHIIBI,
HEMOJIHAs CUHJIaKTUJIMS MaJibLeB, CaHJaJIeBUIHAS 1II€Jb, CBETIbIM UM PHIXKHUI IIBET BOJIOC.
He Bcerna nanmmune MAP pacueHnBaeTcs Kak NPU3HAK IMCIUIA3UU. [[narHocTuyecku
3HauuMBbIM i quarHocTuku JICT sBasercs Haanume 6 u 6oaee MAP [8].

CnabocTh CBSI304HOrO amnmapaTa y NallueHTOB ¢ JUCIUIa3uel IPUBOJIUT K PA3BUTHIO
CHUHJIpOMa I'eHepaIn30BaHHOHN runepMoOomibHOCTH cycTaBoB (CI'T'C), OlleHUTh CTETICHD
BBIPAXKEHHOCTH KOTOPOTO MOXKHO 1o kputepusim beirona [30].

K nposaenusim JICT oprana 3peHusi OTHOCUTCS . MUOIIUS, TUIIEPMETPONUS, FIUKAHT,
JUCIIOKAIIMs XpYyCTallMKa, OTCIOMKA CETYATKH, IETEHEPATUBHBIE N3MEHEHUS Ha TJIA3HOM
JIHE, YBEJIMYEHHE JIMHBI I1a3HOTO 5S0J10Ka, MII0OCKas pOroBUIa, TOIyOble CKIepHI,
kocornasue [8,9].

Mexay 4iciioM BHEUTHUX (PEHOTUIMMYECKUX MPU3HAKOB AUCIUIACTUYHOCTH U YAaCTOTOM
BBISIBJIEHUSI aHAJIOTUYHBIX BUCLIEPATIbHBIX TPOSBICHUN CYIIECTBYET MPsAMasi B3aUMOCBS3b
[8].

Hauunas ¢ 1987 rona, B kiaccudukanuu 3a001eBaHUN cepaeYHO-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
aopty. [ICT cepaua mmu MAPC [1] paccMaTpuBaroTCsi Kak W30JIMPOBAHHBINA CHHIPOM,
BKJIFOYAIOIIHMI B C€0s1 CHMITOMOKOMILIEKC KapAHAJIbHBIX U SKCTpaKapAualbHbIX
nposieiienuii [26]. B knunanke MAPC pa3nnyaroT BereTaTuBHbIN, COCYIUCTHIH,
FEMOPPATUYECKUN U TICUXONATUYECKUN CUHIPOMBI.

B nocnennee necarunerue ocoboe BHUMaHUE yIEISI0T apUTMUSIM, pa3BUBAIOLIMMCS Ha
¢done MAPC [23]. YcTaHOBIIEHA TOCTOBEPHASI B3aUMOCBSI3b MEXK/y HaJTHIUEM
GUOPMIUTALNINY TPEACEPIUi U BRIPAXKEHHOCThIO KiMHUYecKux npossieuuii JICT [32].
ApPUTMUYECKUN CUHIPOM BXOAMT B IPYMITYy CUHAPOMOB, ONPEIESAIOIINX TAHATOI€HES Y JIULL
¢ JICT [8,19]. HekoTopbie aBTOpbI OTHOCSIT CHHAPOM PaHHEH PENOJISIPU3AIIUH JKEITYI0YKOB
[3] k onHOMY M3 KapauanbHbIX pu3HakoB JICT, Tak kak oH 9acto coderaercs ¢ [IMK u
aHOMAJIbHBIMHU XOP/JaMH B TIOJIOCTH JIEBOT'O JKEITYJ0UKa.

bponxonerounsie nopaxenus npu JCT xapakTepu3yroTcs KaK T€HETUYECKU
00YCIIOBJICHHBIC HAPYIICHHSI APXUTEKTOHUKH JICTOYHON TKaHU, BeAyIIue (IPH MOBBIIICHHOW
PACTSHKUMOCTH U CHHKCHHOM JIACTUYHOCTH) K (JOPMHPOBAHUIO TIPOTPECCUPYIOIICH U
Oyiie3HOM 3MPU3eMbl, TOJUKUCTO3A JIETKUX, CIOHTAHHOT'O THEBMOTOPAKCa,
OpOHXO0’KTa30B, TMIIOIUIA3UH JIETKUX. BeTpeyaroTest TpaxeoOpoHxoMeraius,
TpaxeoOpOHXOMAJIALIKSA, TPAaXeOOpOHXUaNbHas AUCKAHE3Ms!, BBI3BAHHbIE MATOJIOTHEN
oomena CT [20]. V nmereit ¢ npusnakamu BpoxxaeHuoi JICT noka3ano 6osee Tshkenoe
TeUEeHUE OPOHXUAIBHOM ACTMBI C pAHHUM (POPMHPOBAHKEM JIETOYHOH runeptTen3un [17,34].
Bocnanutenbnas Oponxonerounas naroiorus y aerei ¢ JICT yamie npuHumaer
PELUANBUPYIOIINNA XapakTep, 1e00T ee pa3BUBAETCS paHbllle, a TCYEHHE CAMOW MaTOJIOTHH
Tsokenee [2].

Kenynouno-kumeunbiii Tpakt (KKT) npu JICT Henz0exHO BOBICKACTCS B
naroyiorunyeckuit mpouecc. Ormeuaercs Boicokas yactota ¢ero JICT y nereit ¢
[1aTOJIOTMEN racTPOAYOACHAIBHOM 30HbI: U3MEHEHUN CO CTOPOHBI KOXKHU, HAPYILLIEHUN
ocanku, CI'T'C [11], IIMK [16]. ITpu JICT omnucana BeICOKas 4acToTa 330()aruTos,
racTpoayoJeHUTOB [16], maToI0ruK TOJACTOrO KUIIeYHHKA [21], XOJICIUCTUTOB | Jp.
AHOMaJIUM )KETYHOTO IY3bIPsl U PEPIIIOKCHI JOMOIHSIIOT KapTUHY. Pexxe BcTpeuaeTcs
sI3BEHHAs1 00Jie3Hb ABeHaaarunepctHor kumku [16]. JICT MoxkeT BRICTYNaTh Kak
yCeyryounsromuii (hakTop BeIPAKEHHOCTH KIMHUYECKHUX TposaBiacHui co ctoponsl JKKT [25].

Csenenus o couertanun HIICT ¢ naTosorueit opraHoB MOYEBOW CUCTEMBI Y
POZICTBEHHHKOB CBHIETEIBCTBYET O 3a00sieBanum mouek y peoenka B 90% cnyuaes [4]. [1pu
HaM4uy 3a0oeBanus novek auciuiasus CT auarHoctupyercst 1octaTogHo yacto [5,10,12]:
3TO MOXKET OBbITh NOJUMKHUCTO3, IUBEPTUKYIIEZ MOUYEBOTO My3bIps, HE(YPONTO3, ATOHUS
YalIeYHO-JIOXaHOYHON CHCTEMBbI, YIBOCHUE MOYKH W/Wiii MOoYeBbIBOASIIKX myTeit [10,22],
npoJiarnc reHuTaiuil [ 28], MHOKECTBCHHBIE aHEeBPHU3MBI TToYeYHBIX cocy 1o [10,39].
Hannune mHOXkecTBeHHBIX MAP y G0JIbHBIX OCTPBIM IIIOMEPYJIOHE(YPUTOM MOKET OBITH
KOCBEHHBIM KPUTEPUEM TSKEIOro TeueHus mpoiecca [12].

[Mpu JICT BbIcOKa YacToTa Bapuko3a nepudepudeckux BeH [18,24]. B mutepatype
MPUBOJATCS IaHHBIE O HAPYIIEHUAX B Pa3JIUYHbIX 3BEHbSIX CUCTEMbI T€MOCTa3a,
M3MEHEHUSX arperaliioHHON QyHKIUK TPOMOOIIMTOB, CH)KEHNE aKTUBHOCTH (pakTopa
BunneOpanna B mia3me, HapylIeHUe KOHEYHOTO 3Tana cBepThiBaHusI 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 CIIy4asx cTeneHb BelpaxkeHHOCTH JJCT HapacTaeT npsmMo nponopruoHAIBHO CTENEHN
BOBJICYEHHOCTH JIPYTHX OPTaHOB U CHCTEM [9].

IIpu paznuyHbIX UCCIIETOBAHUAX MOATBEPKIEHA BBICOKAS YACTOTA HEMPOBETETATUBHBIX
pacctpoiicTB (3HYpe3, AePEKThI peur, BETreTO-COCYIUCTAsT JUCTOHHS) U IICUXUKH Y
narueHToB ¢ auciasuei [8]. Jlum ¢ ICT onpenensior Kak MalyueHTOB ¢ BBICOKOH
CUTYAllMOHHOM TPEBOKHOCTHIO, HU3KOW AMOLIMOHAIBHONW YCTOMYMUBOCTBIO. Y HUX UMEETCS
HEaJIeKBaTHOCTh CAMOOLICHKH, HEA()(PEKTUBHOCTh KOMITEHCATOPHBIX PEaKIIMil Ha CTpece B
COYETAaHUH CO CHM)KCHUEM IMHAMHYECKUX MOKA3aTesei ICUXUIECKOH e TeILHOCTH [ 7].

Jlns mpoBeaeHust ckpuHUHT-quarHocTuku J{CT mMoxeT ObITh UCIOTB30BaHA CXEMa,
npepioxerHas T. MunikoBcka-/ImutpoBoii u A. Kapkariessim (1985) [15]. [To atoit cxeme
OLICHUBAETCS HAJTMYME Yy MMAIIMEHTAa OCHOBHBIX U BTOpocTeneHHbIX npusHakoB JICT. K
OCHOBHBIM IIPH3HAaKaM OTHECEHBI: IUIOCKOCTOINE, PACIIUPEHUE BEH, TOTUYECKOE HEDO,
CI'TC, naronorust opraHa 3peHus, 1eopMalvy rpyJHON KIAETKH U TO3BOHOYHHUKA,
YBEJIMYEHHAS PACTSXKUMOCTD U APSIOI0OCTh KOXKH, JUIMHHbIE TOHKUE TaJIbIIbI.
BropocrenenHbie NpU3HAKKU: AHOMAJIMKU YIIHBIX PAKOBUH U 3y0OB, CyCTaBHbIE 00JIM, BEIBUXU
Y MIOABBIBUXH CYCTaBOB, NTEpUrodakTwivs u Ap. Crenens BoipaxkeHHOCTH JJCT
ONPENEIIAECTCS BAPUAHTAMH COYETAHUS TVIABHBIX U BTOPOCTEIICHHBIX TPU3HAKOB.

s moaTBepkaenus nuarnosa cuaapoma HICT ucnonb3yroT OMoxXuMudeckue
MeTOo/1bl AMarHocTuku. Hanbosnee nHhopMaTUBHBIM SBISETCS ONpPEIETICHUE YPOBHS
MapKepoB pacnaja KojijlareHa: OKCUIIPOJIMHA U INIMKO30aMUHOIJIMKAHOB B CYTOYHOU MOYE,
JM3MHA, TIPOJINHA, OKCHIIPOJIMHA B ChIBOPOTKE KpoBH [10]. Mi3MeHeHHE COOTHOIIEHUS
KoJutareHoB pasHbix TUHOB Ipu J{CT 1mo3BosisieT ucrnonb30BaTh B JUArHOCTUKE METOT
Henpsimoii ummyHodroopectiennuu mo Sternberg L.A. (1982). [Tpu JICT na memOpanax
JIEUKOLIMTOB OINPEAEIISETCS NOBBIILIEHHOE IIPEACTABUTEIBCTBO AaHTUT€HOB
ructocoBMectumoctd HLA — A28, B35, Cwb, Cwb2, camxennoe — A2, B12, Cw3.
IlepcrieKTUBHBIMM SIBJSFOTCS METObI MOJIEKYJISIPHO-TEHETUYECKON TUArHOCTUKHU
BpoxkaeHHOMN JICT ¢ npuMeHeHneM MOJIEKYIISPHBIX METOJIOB BBISBICHUS T€HHBIX MYTALU.

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

[Tpu MAPC npuMeHstoTCs HEMEUKaMEHTO3HbIE METO/Ibl JIEUeHUS . COaTaHCUPOBAHHOE
NUTaHUE, IICUXoTepanus, OanpHeoTepanus, Maccax, pusnorepanus, JIOK.
MenukamMeHTO3HOE JICYEHHUE BKIIIOYAEeT IPUMEHEHUE . IPENapaToB MarHus;,
KapAUOTPOPUUYECKOI Tepalni, Mo NoKa3aHUsIM aHTHAPUTMUYECKHUX MTpenaparos, OeTa-
aIPeHO0JIOKATOPOB (MOJOKUTEIHHO BIHSIOT HA MPOLIECCHl 0OOMeHa KoyuiareHa). [1pu
Hanuuuu CB/I, Ha3Ha4yaloTCs BEr€TOTPOIIHBIE MIPENapaThl, HOOTPOIIbI, BA30AKTUBHBIE
npenapaThl: KABUHTOH, IIMHHAPU3KH U JIp. [9]. Be100p MHANBUAYATBHON IPOTPaMMBbI
KypPCOBOI'O JIEYEHHUSI CIOCOOCTBYET YIYyULIEHNIO OOMEHHBIX MPOLIECCOB B COEIMHUTENBHOM
TKaHHU 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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