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BBEAEHUE

3abosneBaHUs COeIMHUTENBHON TKaHM, ONpeZessieMble B JUTepaType KaK Ha-
cnenctBeHHble ee HapymeHus ([ICT), B HacTosIlee BpeMs IPUBJIeKaIOT NHTEHCUB-
HOe BHUMaHUe ucciaenosareneit [3, 7, 12, 17]. DTo cBS3aHO € TeM, YTO MAaTOJOTUA
BHYTpPEeHHUX OpraHoB B ycnoBuAx JICT nmeeT npuHIMNNAIbHBIE OTIMYUA 110 TSKe-
CTH U T€YEHHUIO OT MaTOJIOTMU opraHu3Ma 6e3 TakoBoii [5]. Ocoboe 3HayeHMe pU
3TOM MPUOOPETAIOT KapAroreMoJMHAMIYeCKre CHPOMBI, onpesesonye GpyHK-
[IIOHUPOBaHMe BCEX OCTAJbHBIX CCTEM OpraHU3Ma.

BrepBbie onucaHHblil AHTOHHO MapdaHom B 1896 r. cnenududeckuii raburyc
NalueHTa C HellpepbIBHO NPOrpecCUpYIOIMMY aHOMAINAMU CKeJleTa CTaJl HapHLa-
TeJIbHbIM B MeauIvHe. Vi3BecTHbI amepukaHckuid renetuk V.A. McKusick B kata-
JioTe HaC/eZICTBeHHBIX Gose3Hell yenoBeka «Online Mendelian Inheritance In Man»
(OMIM) otkpbu1 cuHApoMoM Mapdana (CM) HO307I0rMYecKylo CTPaHHUITy Haces-
cTBeHHBIX 3a60meBanuii CT [24].

TeHeTHKY I0JIAraloT, YTO KOJUIAr€HOBbIe HAC/IeACTBeHHbIe /ieeKThl 10 pa3Ho-
00pa3uio reHeTUYeCKUX BapHAaHTOB IPEB30OK/YT HaCeACTBeHHbIe JiepeKThl reMo-
I0OMHA, TaK KaK YMCIIO0 JIOKYCOB, YYaCTBYIOIIMX B OMOCHHTE3e 3pesioro KojjareHa,
HaMHOTO BBIIIle, 4eM /7T 3peJioro reMoriobuna. CrpaBeauBOCTb 3TOTO HOJIOKeHUs
MOATBEPXKIAeTCs TeHAEHIMeH KaXK/J0M HO30JI0TMYeCKON eIMHULIBI K GeCKOHEYHOMY
ZleJIeHUIO Ha MOATHUIIBI, PAa3INdYalolecss MeXaHM3MOM MOJIEKYJIAPHOTO IaToreHe3a
Y TAIIOM HacjenoBaHus4 [6, 19, 20, 26, 28]. Ha ceroqHAIHWN [ieHb U3BeCTHO 6 MOA-
THUIIOB HECOBepILIeHHOTO ocTeoreHe3a, 4 noaruna CM, KOJIMuecTBO BapUaHTOB CUH-
npoma dnepca—Janno (COI) mocturio 11, BbizesieHbI HOBble GOPMBI — CHHAPOM
«BSJION KOXU», CHHAPOM runepMobunbHocT cyctaBoB (TMC) u T.4. [7, 12]. Tlo
NaHHBIM JIUTEPATypPbl, KIMHIYECKUH CUMIITOMOKOMILIEKC y 50% OIMcaHHbIX B MU-
POBOM IIPAKTHKe NnanueHToB ¢ CH/I NOTHOCTHIO He COOTBETCTBYeT U3BeCTHHIM 11 Th-
nam 3a6oneBanus [29]. [To muenuto V.A. McKusick, JaHHbIN CHHAPOM BCTpeYaeT-
€ 3HAYMTENbHO Yallle, YeM ero ONMCBIBAIOT, TaK KaK MHOTHe CTepThble Y HelOJHbIe
bopMbI 6oJIE3HH OCTAIOTCS HEepaclo3HaHHbIMU [24, 25].

TepMuH «aucIia3us» BBeJN B MeJUIUHCKyI0 nutepatypy P. Bupxos (1864).
TpakTOBKa 3TOr0 TEPMUHA IO CUX TIOP /1ajJieKO He OfHO3Ha4Ha |2, 4]. OpueHTUpyAch
Ha MOpP(OIIOTOB, N0 AUCIIa3Uell TOAPa3yMeBalOT O0e3HEeHHbII MPOIecc, TPUBO-
OAMMN K HeNPaBUJIBHOMY Pa3BUTHIO OPTaHOB WY HApPYLIEHHOMY (pOPMHPOBAaHUIO
TKaHEeBbIX KOMIUIEKCOB [13, 15, 16]. DTHM MOXHO 00bsSICHUTD MOBLINIIEHVE HHTEpeca
K HacneactBeHHOU matosoruu CT B 1970-X IT. B CBsA3U ¢ M300peTeHreM U IIHPOKUM
pacnpocTpaHeHreM BU3yaIU3UPYIOUIMX yIbTPa3BYKOBLIX METO/IOB HCCIIe[0BAHUA,
N03BOJIAIONMINX AUAaTHOCTUPOBATh OPraHHbIe NMPOsBIEHUS COeANHUTENbHOTKaHHON
HEeIOJIHOLIEHHOCTH CepAlla, COCYA0B, I0YeK, eYeH! U T.J.

Yacto o6HapyxuBaeMoe codeTaHue MpoJanca MUTpaabHoro kiaamana (IIMK)
CO CKeJIeTHbIMU aHOMANIHUAMHM, aCTeHNYeCKOM KOHCTUTYLMel, Majoy Maccou Tena
craau 0603HaYaTh KaK reHeTUYecKy JleTepMHUHUPOBaHHYy0 matonoruio CT, Bpox-
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nennyio cinaboctb CT, cucremuyto marosnoruio CT, CHCTEMHYIO BPOXK/EHHYIO He-
nonHoueHHocTh CT. ITo MHeHUIO psiia uccenoBaTeneid, «uauonatTudeckuit IIMK»
MOJKeT ObITh eJUHCTBEHHBIM TPU3HAKOM cHcTeMHOro paccrpoiicta CT [3, 10, 13,
14,17, 21].

Qenotunnyeckuil KOHTUHYYM JICT OT «MATKUX» NPOSIBJI€HUH, BCTPeYaroIX-
csl B obLIeid MOy ALKY, 10 CUCTeMHBIX paccTpoiictB CT ¢ JieTalbHbIMU UCXOAaMU
MOXXHO IIP€/ICTaBUTh KaK MyThb OT HOpMEI Yepe3 [IMK k CM [3, 22].

B Poccry 0CHOBBI U3y4eHNS COeIUHUTEbHOTKAHHOM AaTONIOTUH 3aJI0KUT IIPO-
deccop A.A. Boromorel, KOTopsiii eme B 1928 r. BbICKa3aJs MPeANONoXKeHHe, 9TO
uMmenHo CT mpejcTaBiseT Hampasifiomee, GOpMaTUBHOe HAayajo, «KOpeHb de-
JIOBeKa» U TIpefIOTpeieNisieT COCTOsIHUE 3M0POBbst 1 6one3Hu [1]. JeicTBUTEBHO,
«pacrpocTpaHeHHas 110 BCeMY OPraHu3My U oObelMHeHHas 00IMMU YepTaMu G1o-
XMMUYecKor cTpyKTypbl, CT ¢ ee upe3BbIYaiiHOW MONMBAJEHTHOCTBIO, C €€ BeChb-
Ma Ba)XHOH TpoQUYecKoil pOJIbI0 PerynupyeT KU3HeHHble QYHKIMM OpPraHU3Ma,
olpezieisieT KayeCTBEHHYIO U KOJMYeCTBEHHYIO CTOPOHBI ero peakuuit» [18, 20,
23]. Ba30oii KOHCTUTYLIUU OpraHu3Ma sBisercs «usnonorndeckas cucrema CT».
Brizensas acTeHMYeCKUN KOHCTUTYLMOHAJIbHBINA TUI, A.A. Boromoren ykasbiBaj,
4TO «BCe NPU3HAKMU, 110 KOTODLIM y3HaeM acTeHWKa: AJMHHAsA, TOHKas Liesd, y3Kad,
IJIOCKast ¥ [JIMHHAs TPyAHAasi KJeTKa, y3KWil Ta3, crabass MycKynatypa, scapulae
alatae, cnaboe pa3BUTHe XMPOBOW TKAaHW, TOHKas, OJeHass Koxa, costa decima
fluctuana, Bsinast GpIOIIHASA CTEHKA, HAKJIIOHHOCTh K aXOBBIM IPbDKaM, MaJioe cepy-
Ile, HAKJIOHHOCTh K CIIAHXHONTO3Y, ren mobile — roBOPAT O BPOXIEHHOH, 4acTo
HacsezicTBeHHOM rumnomiasuu CT. HeT HUKaKOro COMHeHUs, YTO MHOTHe aCTeHUKU
K TOMY ’Ke MMEIOT Ipe/pacrioioXkeHie K TyOepKye3y, MaTOKPOBHUIO, THIIOMIa3UK
cepaua ¥ COCyAUCTOM CHCTEeMBI». DTa OLieHKa Ha OCHOBE MMEIOLIUXCA B TO BpPeMs
NaHHBIX [IOMOTIJIA [IOHATh 3HaYeHNe COefMHUTeJbHOTKaHHOMN HeIOJHOLeHHOCTH B
$opMUpOBAHUY aCTEHUYECKOTO rabUTyca ¢ IPUCYIIMMU eMy ie)eKTOIorndecKUMU
ocobeHHOCTAMH [1].

Kimianyeckue nposinenus JICT daie ObIBAaIOT COUETAHHBIMY B BUZIe I3MEHEHUI
pa3mMepoB, GOPMBI U CTPYKTYPHI CUCTEM U OPraHOB, a TAKXKe eANHUYHBIMU 1 MHO-
’KeCTBeHHbIMU. JIUCIIa3UuM OYeHb PelKo JIOKaJIU3YIOTCA TONbKO B OJHOU CHUCTeMe,
U 4eM ¢uIoreHeTYeCKY MOJIOKe CHCTeMa, TeM Yallle B Hell BCTpeyaeTcs Hapyle-
Hre popmoobpasoBanus. Tskesbie popMbl AUCIIA3Uil MOPGOIOTaMK TPAKTYIOTCS
KaK [IPU3HAKHU BBIPOXZEHUS, TO eCTh JlereHepaTUBHOM (fiereHepanus — C rped. BbI-
pO’XZleHue) MaTOJIOTHH, YTO /jaeT HeKOTOPbIM aBTOPaM OCHOBY ZJISl TPAKTOBKH CTa-
PeHUs OpraHu3Ma Kak JMCIUIaCTHYeCcKOro mporecca, YeM 00bACHAeTCS TPYAHOCTh B
00C/IeZI0BaHUY U 3aKJIFOYEHHUSX 110 COCTOSIHUIO 37[0POBbS Y BO3PACTHBIX MAIIEHTOB
(nucnnacTUKO3aBUCUMBIe, I «cTapdyeckues) [7]. JelcTBUTENbHO, B OCHOBE Kak
JOCT, TaK ¥ BO3pAaCTHOM ZiereHepalyuy JieXxaT HapylleH!sl TUTaHUs KIIeTOK, fAedu-
IIUT BOZBI, YTO BeJieT K M3MeHEeHHI0 BHYTPUKJIeTOYHOro Metabonusma. Oxxako ICT
NPOSABNAITCA M GeHOTUNNYECKH, U KIMHUYeCKH, II0Ka PacTeT OPraHMU3M, MaKCH-
MaJIbHO YCKOPSAACH B IEPUO/IbI TOPMOHAIBHON MepecTpoiiky pebeHKa. C mpexpalie-
HUeM POCTa NpeKpalaeTcsd U HapacTaHUe AMUCIIACTUKO3aBUCUMBIX M3MEeHeHWH, a
nocsie 35-71eTHero py6exa BO3HUKAIOT U HapacTaloT IPeNMYyIeCTBEHHO BO3PACTHbIe
HapyIlleHus KIeTOK U TKaHeH [7].
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KnnHuyeckuit aHaiu3 criekTpa 3a6oJieBaHui BHYTPEHHUX OPTaHOB TTOKa3a Ha-
JIM4re MHOTOYMCIeHHBIX CMHAPOMOB JICT, He ONMCaHHBIX B IUTEPAType, U3MEHSI0-
IUX KIMHAYECKYI0 KapTHHY U IIPOTHO3 3a00/1eBaHus, B YACTHOCTH OPTaHOB CHUCTe-
MbI KpOBOOOpaIieHusl.

HacrositesibHble TpeGOBaHUS MPAKTUKKM MOOYXKIAOT K BCECTOPOHHUM Ty60-
KUM TIeHeTHYecKOMY, UMMYHOJOTMYeCKOMY M OOIIeKIMHUYeCKOMy 00OcCienoBa-
HUAM NalMeHTOB, UMeIoIuX CTUrMbl natosnoruu CT, a Takke 4ieHOB UX ceMel.
IToTpeGHOCTD B yIIyOJI€HHOM UCCIe0OBAaHUM BeJIMKA B CBA3U C M3MEHEHHEM CTPYK-
TypbI 3a60JIEBA€MOCTH B CTOPOHY YBeJIMUeHHs y/ieJIbHOTO Beca HacleCTBeHHOI ma-
TOJIOTUH.

3aciyXuBaT IIyOOKOro MpU3HaHWUA HccienoBaHusi npodeccopoB A.H. Ce-
msiukuHou, T.W. Kagypuno#, B.H. TopbyHoBoii, C.®. 'nycaeBa, A.B. KiemeHosa,
U3y4aBIIUX CEPJEeYHO-COCYAUCTbIe M3MeHeHus y manuenTos ¢ JICT.

HeoreHnMblIii BKJTaZl B M3y4eHre MOPOIOTUH, 3JIEKTPOMEXaHUIeCKOi aKTHBHO-
CTHU CepZla, reMOAXHAMUYeCKUX U3MeHeHNH TIpU KIUHUYecKuX nposisiaenusx JICT,
ocobeHHOCTel TedeHUst accouurpoBaHHOu ¢ JICT comyTCTBYIOIIEl TaTOJIOTHH, TIPO-
$UIaKTUKY BO3HUKHOBEHMS U NPOTPENMEHTHOCTH TeYeHHWsl AWCILIACTUKO3aBUCH-
MBIX U3MEHEeHUH cepala ¥ COCYZI0B, pa3pabOTKy METOZIOB JIeYeHHs U peabuInTauu
NALMEeHTOB U 4JIeHOB UX CeMel BHeCJM IPyIIa OMCKUX Y4YEeHBIX 110J] PYKOBOZICTBOM
npodeccopa B.M. fIKoBneBa; rpynina HOBOCUOMPCKUX YU€HBIX TOJ PYKOBOACTBOM
O.B. JIucuueHko, ucciefoBaHUA KOTOPOU MOCBAIeHbI IMaTHOCTUKE U BeIeHUIO T1a-
nueHToB ¢ CM; npodeccop I.H. BepemaruHa u ee yueHUKY, U3y4aBIIre MpoOJieMbl
«JTUCILIACTUYECKOTO CepALia», SHAOKPUHHBIX Hapymenuii mpu [ICT u ocobeHHOCTeN
dbopMUpPOBaHUS U TedeHUs apTepuanbHoi runepreHsuu (AT) y manuentos c JCT.

.HI/II[epaMI/I B N3y4E€HNHN ANCIUIdCTHKO3aBUCUMBIX KJIdIMdHHBIX HU3MeHeHUH cepna-
1ja CTaJIv TPyIIa MOCKOBCKUX YYeHBIX BO I7IaBe C akaeMUKoM A.J. MapThIHOBBIM,
KOTOPBbIE BIIEPBbIE IPOAaHAIU3UPOBAIN KINHUYECKYI0 KapTUHY naureHTos ¢ IIMK B
Tedenue 15 net u pazpaboranu mMetonsl ux jedenus [10], mpodeccop A.B. fdrona u
€ro y4eHUKY, u3ydaBlivie aHoManuu passutus cepgua. C konua 1990-x rr. B paspa-
60tKy npobembl [ICT aKTMBHO BKJIIOYMIIACh TPyIIa yueHbIx 13 CaHKT-IleTepOypra
BO I1aBe ¢ mpogeccopom D.B. 3emiioBckum [12].

HeorneHuMbIH BKJIaZl B M3y4eHNe TaTOreHe3a BAUAHUA MaKpO- U MUKPOHYTpHeH-
TOB Ha Te4YeHWe CepleyHO-COCYAUCTBIX U3MeHeHUH NPY JUCIIACTUYeCKOM IIpoLec-
ce, a TaK)ke 0TPabOTKy METOZIMK C UX MPUMEHeHHeM M0 BefieHUo maireHToB ¢ JICT
BHecJa rpymma npodeccopa O.A. I'poMoBoO#.

OueHb BaXXKHOe 3Ha4YeHue /71 U3y4eHNs reHe3a HapyLIeHUH cepAedHOoro puTMa u
npenynpexaeHns BHe3anHoi cepaedHoi cmeptu (BCC) y nanuenTos ¢ ICT umeroT
pa6otsl B.A. Illyabman, C.Y0. HUKyIMHOI.

B 2009 r. BcepoccuiicKiM HayIHbIM OBIECTBOM KapAKOJIOTOB ObLIN BHIMYIEHbI
HallMOHaJIbHBIE KIIMHUYEeCKKe peKkoMeHiauuy «HacieZicTBeHHble HapyIeHust Coefiv-
HutenpHoi TKaHu (HHCT)». B pekoMeHzanusAX ObUIM MPEIJIOKeHbI ONpesiesieHHs
nousituii. HHCT — reteporeHHasi rpyIna MOHOTeHHBIX 3a60JieBaHIM, 06YCIOBIIeH-
HBIX TeHeTHYeCKUMHU JeeKTaMu CMHTe3a U/WUU pacrnaza 0elKoB BHEKJIETOYHOTO
MaTpuKca 6o HapyieHrnem Mopdoreneza CT. ICT — Hac/ieficTBeHHbIE Hapyllle-
Husi CT My/bTU(AKTOPHATBEHOM NPUPO/bI, 00beANHEeHHbIE B CHHPOMBI U (pEeHOTH-
IIbI HAa OCHOBe OOIIHOCTY BHEINHUX W/WJIM BHCLEPaJbHBIX IPU3HAKOB, XapaKTepu-
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3yrolpecss MHOroo6pasuem KJIMHUYeCKUX MPOSBJIEHUI — OT 10OpPOKaueCTBEHHBIX
CyOKIMHUYECKUX GOPM JI0 IOJMOPTaHHOM U TOJIMCUCTEMHOM MAaTOJIOTHH C TIPOrpe-
JVIEHTHBIM XapakTepoM. ITpoaHannu3upoBaHbl CepieuHO-COCYAUCThIe JUCIIACTAYe-
CK¥e CHHAPOMBI U UX OCJIOXHEHHsI, pe/IoKeHbI Ha obliee 06CyK/eHne BapUAHThI
TopakoaradparMaIbHOrO Cepara.

B 2013 r. 6bUT IPOBe/IEH MePBbIA TTePeCMOTP PeKoMeHaaluii Beepoccuiickoro
HAy4HOTo 00InecTBa KapJHOJIOroB KcIepTaMu POCCHIICKOTO KapAMOIOrUIecKoro
obIecTBa 0 HacIeACTBeHHbIM HapyieHusaM CT, r7ie TepMUH «HacJle[ICTBeHHbIe Ha-
PYLIeHVsI COeANHUTETLHON TKAaHU»> ObUT PeIOKeH KaK CHHOHUM HaCJeICTBEHHBIX
HapymeHuii CT [12].

C ofIHO¥ CTOPOHBI, KaK OyATO ObI MOSIBUNACH TEPMHUHOJIOTUYECKasi 0OIIHOCTh
MeXX/ly OTeueCTBEeHHbIMH 1 3apyOeXxHbIMU aBTopaMu. OznHako noHstue HHCT 66110
3aMMCTBOBAHO M3 3apy0OeXXHOU JUTepaTypsl, I7e MOJ 3TUM TePMUHOM IOfpasyMe-
BAIOTCS TOJBKO cUHAPOMHBIe GopMbl JICT, UMeIOIye reHeTHIecKoe TOATBepXKe-
HUe [27]. YTo Ke KacaeTcsi BHECEHHOTO MOHATUS «Hecrenuduueckoe HapylieHue
CT», To 3a pyOeXoM 3TOT TepMHUH TpeJIarajcs TOJbKO AJs MAl[IeHTOB B BO3pacTe
710 20 sieT, KOrAa KJIMHAYeCKre IPOSABJIeHNs He BIIMChIBAIOTCA HU B O/IUH U3 YeThIpex
[IPeJIOKEHHBIX CleHapueB AuarHocTuku CM. O Apyrux KIMHUYECKUX IPU3HAKAX
JICT 3apy6exHble aBTOPBI peuu He Besu [28].

Ha Ham B3rnisizi, 60j1€ee TepMUHOJIOTMYECKU ONPABAHO OINpeJieNieHre, TpeJio-
’KeHHOe T'PYIIOIN OTedeCTBEHHBIX y4YeHBIX 1oj pykoBozcTBoM T.U. Kanypunoil u
B.H. T'op6yHoBoii B PykoBOziCTBe 7151 Bpaueit «/IucIia3us COeANHNUTEIbHON TKaHU»
B 2009 r.: ICT — 3TO nosmopraHHas U NOJIUCUCTEMHAA aTOJIOTUA, KOTOPAsA MOXET
MMeTh HACJIeZICTBeHHYI0 MOHOTeHHYIO IIPUPO/Y, B OOJIBIIMHCTBE CIy4aeB ¢ MPU3HA-
KaMH ayTOCOMHO-ZIOMHHAHTHOT'O THIIA HaCJIeJOBaHuU, IMOO MOMTeHHO-MHOTOaK-
TOPHOM NPUPOJBI B pe3yibTaTe reHeTHYeCKOW MpefpacHosokeHHOCTH [6]. B pe-
3yJIbTaTe fajibHeIell paboThl TeHETUKOB U TIeUaTPOB B MpoekTe HallOHAIbHBIX
pexomenzauuii «HacnencrBenHbsle M1 MHOrodakTopHble HapymeHuss CT y mereit
(anropuTMbI INATHOCTUKY, TaKTUKA BeleHus )» (2016) Oblaa mpejioxeHa ciemy-
tfomas TepmuHosnorus: HHCT — reteporeHHasi TpyIna MOHOT€HHBIX 3a60JIeBaHUIA,
00YCJIOBJIEHHBIX TeHeTUYeCKUMHU ZiepeKTaMK CHHTe3a /WK pacraza 6eKoB BHe-
KJIETOYHOTO MaTpuKca 1ubo HapymeHueMm MopgoreHe3a CT. [ICT — rereporeHHas
rpynna 3a6oneBanuii CT monureHHO-MHOrOGAKTOPHOW HPUPOZBI, 00beANHEHHBIX
B (eHOTUIBI HA OCHOBe OOIIHOCTM BHEIIHUX /MU BHUCLepPaJbHbIX IPU3HAKOB
[9]. BriosiHe JIOTMYHO MPeANONOXUTh, YyTo o Mackoin ICT cerogHsA cKpbIBaeTcs
3HAYUTEIbHOE KOJIMYECTBO FeHeTHYeCcK! HeoqHOPOAHbIX MOoHOoreHHbIXx HHCT, 06-
YCIIOBJIEHHBIX «MATKUMU» MYTAlLlUSMH, IPOTEKAIOIUMU CO CTePTON KINHUYECKOU
KapTHHOM, MO0 ellle He IMAarHOCTUPOBAHHBIE (OPMBIL.

B 2018 r., yunTbIBask HAKONMBIIKECSA JAHHbIE 110 OPTaHHBIM U CUCTEMHBIM KIIU-
HUKO-QYHKIIMOHANBHBIM U3MeHeHusM 1ipu ICT, PoccHilcKIM HayYHBIM MeULIMH-
CKUM OOIIeCTBOM TepareBTOB BBIMYIIEH TepPBbIi nepecMoTp KIMHMYECKUX peKo-
MeHJAIMH 110 IMaTHOCTYKe, JIeYeHHIO U peabunutanuy nauueHTtos ¢ [JCT, rae 6butH
CBeZieHbI BCe M3BeCTHbIE JIaHHbIE IO IpobiieMe, 1, HECMOTPS Ha TO 4TO B 3THX PEKO-
MeH/IaLMAX He Be3/le XBaTaeT CTaBlIel /i Hac He0OX0IUMOY 10Ka3aTeIbHOCTH, 3TO
OTKpBIBaeT A Bpauell U ucciefoBaTesell MyTh 1Jid AajbHellero no3HaHus [7].
B 2019 r. oz aruzoit Poccuiickoro Hay4HOro MeAUIMHCKOTO O0IIecTBa TepaneBTOB
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ony6JIMKOBaH MPOEKT KIMHUYEeCKUX peKOMeH/alluii, MOCBAIeHHbIX HenudpepeH-
nupoBanHbM [ICT, rie naHo crenyioiee onpenesnenve: «HennddepenunposaHHblie
IVCIIa3UU COeJUHUTENbHON TKaHU — 3TO FeHeTH4eCKH JeTepMUHUPOBAaHHbIE CO-
CTOSIHUSI, XapaKTepusyronecs nedGeKTaMi BOJIOKHUCTBIX CTPYKTYP U OCHOBHOTO
BeIeCTBA COeIMHUTEIbHON TKaHHU, IPUBO/SIINE K HapyiieHu0 GopMooOpa3oBaHust
OpraHOB U CHCTEM, UMeIOIIHe MPOrpefIneHTHOe TeueHre, Ompesiessiolne 0cobeH-
HOCTH aCCOIMUPOBAHHOM IAaTOJIOTUH, a TaKXke GpapMaKOKUHETUKU U papMaKoArHa-
MUKW JIeKapCTBEHHBIX cpeficTB» [11]. [Tpu 3TOM reHeTH4YecKui ieeKT MOXKeT Mpo-
SIBJIATHCS B JIFOOOM BO3pacTe B COOTBETCTBUHU C BPEMEHHBIMK 3aKOHOMEPHOCTSIMU
TeHHOW 3KcIpeccuu. Peann3anus reHeTHYeCKUX JIeTEPMUHAHT B cly4dae Henudpde-
PEHIIMPOBAHHBIX JIUCIIA3WHA COeIMHUTEIbHON TKaHU (HEeCUHAPOMHBIX GopM auc-
IUIA3UK COeMHUTEIbHOW TKaHM, HecrennduiecKux HapylleHuH COenHUTEbHOM
TKAaHW) B HAaOOJIbIIIEH CTeTeH! OTpesiesisieTCs] BHEIHUMH YCIOBUSAIMYU, B OTINYHE OT
HacJleZICTBEHHbIX HApYIIeHU COeJUHUTeIbHON TKaHU.

MHorue BONPOCHI, CBsI3aHHbIE C pacrio3HaBaHueM, AuddepeHInanbHON AUarHo-
CTUKOH, JIeYeHNeM Cepe9HO-COCYAUCTBIX CUHAPOMOB npu [ICT nau ux acconuany-
ell c MaToMIOrnYeCKUMHU COCTOSTHUAMY, faJleKX OT CBOero OKOHYATeIbHOTO pelleH s,
BBI3BIBAIOT 3aTPyAHEHHUS B pabOTe MPAKTUIECKOTO Bpaya. DTUM ObLIO IPOAUKTOBA-
HO pellleHre HaMKCcaTh MpeJylaraeMylo YUTaTeslr0 MOHOTPaQHUIo.

«Llenp mMeauIMHCKOrO 06pa3oBaHKst — JaTh 4YeJOBEKy HalpaBjieHue, yKa3aTh
NyTh U CHAOAUTH KapTO¥, BeCbMa HEMOJIHOM C TOYKY 3PeHHs 3aTeBaeMOoro myTele-
cTtBUA» (cap YunbaMm Ociep), IOMOYb ITPOJIOXKUTh BEPHBIN MapIIPYT CpeAr TYIHUKOB.
Heo6xonumo noMHUTS, yTo 1py JICT KOMIIIEKC OpraHU3MeHHBIX HapyIeHUH — 3TO
TOJIbKO HaZIBOZIHAst YacTh aiicOepra. Bonesnennoe cocrosite CT yTskessieT Tede-
HUe acCOLMMPOBAHHON MaTOJIOTHH, BbI3bIBAS TSKeJIeiire 3a60ieBaHus1, 0COOEHHO
CCC, 3akaHuMBaroIIMecs BHe3aHOW CMePThIO WM KIMHUYEeCKO! leKOMIeHcalen
CO CTOPOHBI BHYTPEHHUX OPraHoB [8].

Bepudukaliysi uarHosa cep/ieqHO-COCYTUCThIX U3MeHeHuH y narnueHTos ¢ JICT
JI0JDKHA IPOBOZUTBHCS € yYETOM IOCTABJIEHHOM LW U JIOTMKO-aHAJIUTUYeCKON
OLIEHKM pe3y/bTaTOB MCCJIeIOBAHMUS, a TaK)Ke OCHOBHBIX TPeOOBaHUI JOKa3aTellb-
HOM MeJULIMHEI.
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naBa 1

nuaemuonorua gucnnasnmn
coefNHUTENbHON TKAHW

IIpu OTCyTCTBUU OOIIENIPUHATHIX KPUTEPHEB ISl IIOCTAaHOBKH AWArHO3a MMe-
I0I[Mecss Ha CerOAHALIHMYN JleHb JjaHHble 0 4yacToTe BcTpedaemoctu JJCT Heon-
HO3HAYHBL.

PacnpocrpaHeHHOCTb Hac/e[ICTBeHHBIX GOpM HeBenrka. Tak, yacrotra CM B mo-
nyasanuu — 1:10 000-1:15 000. Hanpotus, [ICT nuarHoctupyetcs B Poccun focta-
TOYHO YacTo: okoso 1:5 [5, 6], 8,5% B BeIOOpKe U3 400 uenosek [1]. JlaHHBIX 0 pac-
npocrpaneHHoctd JICT 1o pyruM CTpaHaM HET, MOXXHO MOJYYUTb UHPOPMAIUIO
TOJBKO TI0 OT/eTIbHBIM ee nposiieHusaM [[IMK, paciuupenue kopHa aoptel (PKA),
aHEeBPU3MBbI COCYIOB ¥ T.7.]. Poccuiickue vccienoBaTeny — Juephbl B 00J1aCTU Ana-
THOCTHKY, QpyH/[aMeHTaIbHBIX MOJIEKY/ISIPHBIX HcceoBaHui U tepamuu JICT.

CoBpeMeHHBbIe [JaHHbIe CBUAETENLCTBYIOT, YTO YacToTa Berpedaemocru JICT 3a-
BHICHT OT Bo3pacTa obcienoBaHHbIX il [IpusHaku [JCT MposiBASIOTCS B TedeHUe
KU3HU: B TIEPUOZI HOBOPOX/IEHHOCTH OOHapyxeHue npusHakoB JICT MUHMMAIb-
HO; B Bo3pacTe 4—5 JieT HAYMHAIOT GOPMHUPOBATHCS MPOJIANICHI KJIAMAHOB CEePALa;
B 5-7 neT — TopakopuadparMaJgbHbIA CHHAPOM [AedopmManuy TPyAHON KIETKH
(AT'K) 1 no3BOHOYHMKA|; B MOAPOCTKOBOM M MOJIOZJOM BO3pacTe — COCYAMCTBIN
cUHAPOM [4, 7]. 1o ZaHHBIM Pa3JUYHBIX aBTOPOB, YAaCTOTA CEPIEYHO-COCYAUCTHIX
r3MeHeHM cocTapiseT: uauonatnyeckuin IIMK — no 16%, xpoHnyeckas BeHO3Has
HenoctaToyHOCTh (XBH) — 35-60%, cocyaucTble aHeBpU3Mbl — 5% u T.1. 8, 9].

Kpurtnueckum nepuozrom n3meHeHuid B CCC CTaHOBUTCA NMOAPOCTKOBBIN BO3-
pacT, Korzia MprpoCT KOINYecTBa NMPU3HAKoB gucMopdoreHe3a CT MOXeT COCTaB-
asth 6osee 300%! Kak mpaBusio, y abcomoTHOrO 60bIIMHCTBA manueHToB ¢ [ICT
B BO3pacTe cTaplie 35 jieT PUCK BOSHUKHOBEHUS HOBOI'O IIPM3HAaKa MUHUMAJIeH; B
JIaHHOW BO3PAaCTHOW TPYyIIIle OCHOBHYIO MPOOJIeMy COCTABJISAIOT OCJIOXHEHHUS JVIC-
IJIaCTUYECKUX CUHJPOMOB, ONpeZleNdoliye NHBATUAN3ALUIO TAlIMeHTOB U JIeTalb-
Hble IIOTepH B rpymnme [2, 3].

[Topo6Hast AMHAMUKA OOBSCHAETCS POrpefieHTHBIM XapaKTepoM MaHudecra-
nuu npusHakosB JJCT B mepuoj MakCMMaJbHOIO POCTA OPraHU3Ma, CBA3AHHOIO C
yBenudeHueM o61mei Macchl CT. HecOMHEHHO, YTO poBe/ieHre TTOJTHOMACIITaOHbIX
AMKJEMHUOIOTUYeCKUX UCCIIefl0BaHUI pacnpocTpaHeHHOCTH Kak camoid [ICT, Tak u
CcepaeyHO-COCYAUCTHIX n3MeHeHuit pu JICT B mony/siiiuy — HacyIiHas 3a/a4a 6Jim-
aiirero 6yayiero.
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naBa 2

JTnonoruna gucnnasunmn COG,EI,I/IHI/ITGTIbHOI?I TKAHU

CT mpencraisieT co60H CIOXKHYI0 MHTEIPATHBHYIO CUCTEMY, BBINOJHAIONIYIO
MHOTr0o0o6pa3Hble QYHKIMY B OpraHU3Me, CBOASMIKECS K MO//IepXKaHUI0 TKAHEBOTO
romeocrasa. OHa o6pasyeT CKeJleT ¥ HapyXXHble IOKPOBBI OPTaHU3Ma, ABJISAETCA CO-
CTaBHOH 4YacTbIO BCEX OPraHOB U TKaHed, pOpMUPYyeT BMeCTe C KPOBbIO BHYTPEH-
HIOIO Cpefly, Yyepe3 KOTOPYIO BCe CTPYKTYPHBIe 2JIeMeHThI TOJy4aloT MUTaTeIbHble
BeIecTBA M OTJAIOT MPOAYKTH MeTabonu3ma. B atom nponecce CT BBINONHSAET ca-
MYIO aKTUBHYIO POJb [6].

A.A. boroMorer yTBep/aJl, 4TO «...paCIPOCTPaHEeHHas II0 BCeMy OpPraHU3My U
oObennHeHHast OOIMMK YepTaMi GUOXMMIYeCKOi CTPYKTYphl, CT ¢ ee upe3BbIvaii-
HOU IOJIMBAJIEHTHOCTBIO, C ee BeCbMa BaXKHOU TPODUUECKOUN POJIbIO B OPTaHU3ME ...
peryvpyer KM3HeHHble QYHKIUK OPraHU3Ma, OINpefieNsieT KayeCTBEHHYIO U KOJu-
4eCTBEHHYIO CTOPOHBI ero peakiuid...» [1, 2]. ITo ero 06pa3HOMY BbIpaKeHHIO, Op-
TaHU3M IPeJICTaBJIseT 3aMKHYTOE KOJIbLIO MIPUYKH U CJIeICTBUIA, B KOTOPOM JIF060i
HYHKT MOXeT ObITh HCXOIHbIM.

CT mpencrasnsieT co60ii KJIacCu4ecKuii mpumep QyHKIIMOHAIBHOMN CUCTEMBI, BCE
3JIeMeHTbl KOTOPOM HaXO/ATCS BO B3aUMOCBA3M U B3auM03aBUCUMOCTU. [Ipu aToM
HapylleHus Kax/0ro u3 komnoHeHToB CT oTpakaloTcs Ha APYTUX, a TaKxKe IIPUBO-
IAT K U3MEHEeHUsM CHUCTeMbl B I1eJIOM, OKa3blBas CUJIbHOE BJIUSHME Ha OPraHU3sM,
ero peHOTHII, pa3BUTHE MAaTOJIOTMYEeCKUX TPOIECCOB [6].

B ocHoBe $popMUpOBaHUSA KaK HACTIECTBEHHBIX (CHHAPOMHBIX, AuddepeHnnpo-
BaHHBIX), TaK ¥ [eHETUYECK! JIeTePMIHIPOBAHHBIX MyJIbTU()AKTOPHAIBHBIX (HECHH-
IpoMHbIX, HenuddepenuupoBanHbix) popm ICT exar MyTaluul reHOB, OTBETCTBEH-
HBIX 3a CHHTe3,/KaTaboJM3M CTPYKTYpHbIX 6enkoB CT mim ¢pepMeHTOB, y4acTBYIOIINX
B 9THX IIPOLIeccax, KOJINYeCcTBeHHOe U3MeHeHre 00pa30BaHKs MOHOLEHHBIX KOMIIO-
HEeHTOB 9KCTPALIeJUTIOJIIPHOTO MaTPUKCa, HapyieHus ¢pubpuinoreHe3a. HecoMHeHHOe
3Ha4YeHVe B Pa3BUTUH KaK CUHIPOMHBIX, TaK U HeCUHAPOMHBIX ¢popM JICT npuHaz-
JIOXUT ¥ HyTPULUAIBHBIM (akTopaM. Peann3anus reHeTU4eCKUX JeTePMUHAHT JIMO0
MaJIo 3aBUCHUT OT BHEIHUX YCIOBUH, KaK B CJlyyde MOHOTEHHbIX HAaCJIe/ICTBEHHbIX CUH-
ZIPOMOB, MO0 B HAUOOJBIIEH CTENeHN BHEIIHUMY YCJIOBUSIMU OTpeJeNsAeTcs], KaK B
CJlyyae HECUHAPOMHBIX T€HeTHYeCKH JieTepMUHUPOBAHHbIX Gpopm JICT.

B yacty ciydaeB /11 BOSHUKHOBEHUS 3a00/1eBaHUSA IOCTATOYHO MYTALUH B OXHOM
reHe (HacjencTBeHHbIe 6one3Hn). Hamprmep, MyTaius B rede GubpwuiitHa 15¢21 npu-
BOuT K passutnio CM, myrauuu B reax COL3A1, COL1A1, COLIAZ accoumupoBa-
HBI C onpezesieHHbIM TUIoM CB/I u 1.4. OfHAKO Takue MyTalyy JOCTaTOYHO PelKU B
nonynsauuax (meree 1:1000) [7-9]. Topa3no yaine BCTpeYaroTcs HyKIEOTH/IHbIE TTOJIH-
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MopdH3MBI (4acTora BcrpedaeMocTu 6osee 1:100), mprBOzsiye K IOHMKEHHOMN aKTHB-
HOCTU COOTBETCTBYIOLIMX [eHOB M X HPOAYKTOB [(epMeHTOB U APyruX GeJKoB, MOA-
JIepXXUBAIOIUX CTPYKTYPYy BHekseTo4HOro mMatpukca (BKM) u, cnenoBarenbHo, CT].
B Takux ciydasx 3abojieBaHre HOCHT XapakKTep MOJIMTeHHO-MyIbTH(HAKTOPUATIBHOTO ¢
HACJIeZICTBEHHOH IPe/ipacIooKeHHOCThIO, KOTIa UMEIOT MeCTO MyTaliy G0JIbIIOro KO-
JITYeCTBa 'eHOB, a CJTy4yaiiHasK TepeKOMOMHANINSA ajlylesiell OT OTIIA ¥ MaTepy KaXIblIiA pa3
NPUBOAUT K GOPMUPOBAHMIO HOBOTO YHUKAJIBHOTO reHoTumna [3] (puc. 2.1).

leHeTnveckne fedeKTbl (MONUrEHHOCTb)
M3HavansHo HenonHoueHHasa CT (MeTabonuyeckn, MophodhyHKLMOHANBHO)
BHeLuHWe dakTopsl PaHHne
(MHOrOhakTOpHOCTbL) CpOKM
AHTpOMOreHHbIe 1 abuoTudeckne [ ) MaHudbecTaums
3KosIornyeckne pakTopsl, KIMHUYECKMX NPOABAEHNN
B TOM YuChe: OCT (npuaHakn)
* HepaunoHansHoe nuTaHne
(medmumnT makpo- n
MUWKPO3MIEMEHTOB, MMMNOBUTAMUHO3bI,
6€enKOBO-3HepreTnyeckas \
HefoCTaToOMHOCTb U Np.);
A P-) [NosaoHne
* HecbanaHcnpoBaHHble pusnyeckue CPOKM
Harpysku;
* 3arpsasHeHvie oKpyxatoLieit cpefibl; [ | MporpeccupoBaHne KIMHUHECKMX
* CTpecc; nposienenun ACT (CMHOPOMBbI)
* IaMeHeHne Knumarta v np. DopMMpOoBaHNE OCIIOXHEHNI

Puc. 2.1. Cxema pa3sutna HeagnudppepeHUnpoBaHHbIX GOPM ANCNIA3NM COEANHUTENBHOW TKAHU

K HyTpuimanbHeiM ¢pakTopam pa3sutus JCT oTHOCATCS pesk/ie BCero BUTaMU-
HbI, MAKPO- M MUKPO3JIEMeHThI. Butamunsl rpynnel B (B, B,, B,, B,) Hopmanusyior
GenkoBbIil 06MeH, BuTamuHbl C ¥ E mojjiep)xiBaoT HOpMaJIbHbINA CHHTe3 KoJljare-
Ha, 00J1a1al0T aHTMOKCUIAHTHOM aKTMBHOCThIO. MakpoaieMeHTh! (Kanbluii, $poc-
¢dop, MarHuil) U MUKPO3JIeMeHThI (Mefib, IIUHK, CeJieH, MapraHell, GTOp, BaHAAUM,
KpeMHHUH, 60p) ABIATCA KopakTopaMul GpepMeHTOB, aKTUBHUPYIOIIUX CUHTE3 KOJI-
JlareHa, pocT KOCTU U MUHepanu3alyio KOCTHOU TKaHW, 8 MUKPO3JIeMeHThl, KpoMe
TOTO, YYaCTBYIOT B BOZHO-COJIEBOM U KHCJIOTHO-IeJIOYHOM 0OMeHax [4].

TeHeTnyeckuii eeKT MOKeT pa3BUBAThCs B IIOOOM BO3pAcTe B COOTBETCTBUH C Bpe-
MeHHBIMU 3aKOHOMEPHOCTSIMU TeHHOH 9KCIPeCCUH, 0COOEHHOCTSAMY [IeHeTPaHTHOCTH
Y XapaKTepoM CpeZioBbIX GAKTOPOB, YTO NMPUHIMINAIBHO OTIMYaeT GeHOTUTIIeCKre
npu3Haky JICT oT BpOX/IeHHBIX (MMEFOIIUXCA [P POXK/IEHHH ) aHOMAJINiA Pa3BUTHA [5].

Bpems ¢popmupoBanus npusHakoB [JCT B onpesieIeHHOM CMBICIIE MOXET CIy-
)KUTb OTPaXEHUEM CTelleH! «3HAaYMMOCTH» TeHeTHYeCKOro ZepeKTa, TSHKeCTH JHC-
IUIACTUYEeCKOTO Npoliecca ¥ BepoATHOCTY HaIU4KA (C IOCTelleHHbIM IPOsIBJIeHNeM)
HacnescTBeHHO fuciiasuu CT.
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