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YCAOBHbIE COKPALLEHWA

AB — abaomuHanbHas 60yb
AJl — apTepuanbHOe fiaBlieHue
AI® — apenosungudocdar
AIIM — aHOMajus NanWIISAPHBIX MBIIIL]
A®T — arperanuoHHasi GyHKIUSA TPOMOOIUTOB
BA — GpoHxuajbHas acTMa
BOC — GpOHX000CTPYKTHUBHBII CHHAPOM
Bl — BereraruBHas AUCHYHKLUA
BHC — BereraTvBHas HepBHAA CUCTEMA
BIIP — BpOXZieHHble IOPOKY Pa3BUTHUA
BP — BozguTens puT™Ma
BCA — BHyTpeHHAA COHHas apTepus
I'AT — rIMK03aMUAHOTIMKAHbI
I'B — runeproHnyeckas 60ye3Hb
I'M]], — reMopparuyecKkyve Me3eHXUMaJlbHbIe AUCIIIa3Uun
I'MC — runepMoOUILHOCTD CYCTAaBOB (CUMIITOM)
I'TI — reHeTUYECKUN MOTMMOPHU3IM
I'BP — racrpos3odareaibHblii peQIIoKC
JBT — auckvHe3us GUIUAPHOTO TPaKTa
AT'P — nyomeHO-racTpajbHBIN pedIIroKe
JOMIII — nedexT MeXTpeacepAHON MeperopoaKu
[HK — ne30kcupubOHyKJIEMHOBAs KUCIIOTA
JCT — pucnniasus CoeIMHUTENbHON TKaHU
ACTC — gucnnasus coefUHUTEIbHOU TKaHU cepALa
AT — pnuHa Tena
VBC — umemuyeckasi 60Jie3Hb cep/ia
WNJI — uHTepietKun
UMT — mHpekc Macchl Tea
AKKT — Xeny[04HO-KUIIEYHBIN TPAKT
JKII — >xeTYHBIN NMy3bIPh
KUT — kapaunouHTepBanorpadus
JI’K — neBblii sxenynodex
JIC — J1ero4yHslii CTBON
MAP — MaJble aHOMaJuy Pa3BUTHS
MAC — mManas aHoManus cepaua
MK — muTpasibHBIH KJ1alaH cepaua
MIIKT — MuHepasibHas IJIOTHOCTb KOCTHOM TKaHU
MIIII — MexmpencepHas Ieperoposka
MT — macca Tena
M®3 — mynbrrdaKTOpHBIEe 3a00IeBaHUS
HJACT — HenuddepeHIMPOBaHHAS AUCILIA3USA COENUHUTENBHON TKaHU
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H3CT — HacyencTBeHHbIe 3a060JIeBaHUS COIMHUTEIbHOM TKAaHU
HHCT — HacnencTBeHHble HApyLIeHNs COeJUHUTEIbHON TKaH!
HO — HecoBepLIeHHBIN OCTeoreHe3
HCT — HeiipocoHorpadus
HTII — HaciefcTBeHHAS TPOMOOIUTONATHS
HITT — HelpoUMpKyAATOpHAs JUCOYHKIHS
O — ocreonopo3
OII — ocreonenus
OCA — o06uiast coHHasi apTepus
OII — oTHOLIEHME AaHCOB
ITA — no3BoHOYHasA apTepus
[II'B — nepBuYHas roJoBHas 60JIb
[IT'C — nmosHOreHOMHOe CeKBeHUPOBaHUe
IT)XX — npaBbIif XKenyfo4ek cepAana
[T BCA — narosioruyeckasi U3BUTOCTb BHyTPeHHel COHHOW apTepuu
I[IMK — nposanc MUTpanIbHOTO KJanaHa
ITITIIM — nepcoHanu3MpoOBaHHas NPeAUKTUBHAA [IPEBEeHTUBHAA Meu-
1HAa
IITK — nposarnc TpUKyCluaJabHOro KianaHa
IITO — mpo:arnc Ta30BbIX OPraHOB
[IITP — nonvmMepasHas LiellHas peakius
CI'C — cvHIpPOM rUIIepMOOUIBHOCTH CYCTaBOB
CM — cungpom Mapdana
CPPX — cuHZpOM paHHel penosprA3alyy KelyA04KOoB
CCC — cepnedHOo-cocyaucTas cucreMa
CT — coenuHuTeIbHAA TKAHD
CO/l — cunapom Dnepca — Jlauino
TK — TpukycnuzanbHblii (TpexcTBOpPUYaThIi) KianaH
Y3AT — ynbTpa3ByKOBas AoMIUieporpadus
Y3U — ynbTpa3sByKOBOE UCCIIeA0BaHNE
®B — ¢daxTop Bunebpanza
®BJT — GyHKIMS BHEIIHETO JIbIXaHUs
®IrC — pubporacTpoayoeHOCKOM S
®HO — dakrop HeKpo3a ONyX0JIn
XIT — XpOHUYECKHii MUeJIoHePUT
XB — xpoHuveckas 60Jb
ITHC — ueHTpanbHas HepBHAsA CUCTeMa
YJIC — yaie4yHo-J10XaHOYHAs cUcTeMa
[ITOIT — wieiiHbIN OT/AE] TO3BOHOYHHUKA
@ — menoynas ¢pocdarasa
OKT — anexTpokapauorpapus
DKX — 9KTONMYecKy Kpensaimuecs X0pAsl
DOC — aneKTpryecKas oCb cepaua



5C — 3K30MHO€ CeKBEHUPOBaHUe
9xoKI' — sxokapauorpadus
93T — anexTposHiedpanorpadpus

aCGH — (array Comparative Genome Hybridization) meroz cpaB-
HUTEIbHOM r’MOpUAM3aI[MK Ha MUKPOYHIIaX
BMC — (Bone Mineral Content) conep>aHrie MUHepaja B KOCT-
HOI TKaHU, I
BMD — (Bone Mineral Density) MuHepasbHas ITIOTHOCTb KOCTH,
r/cm?
DEXA — (Dual-emission X-ray absorptiometry) n1ByxaHepreru-
4ecKas PeHTreHOBCKas abcopOLMOMeTpHs, OCTe0IeH-
CUTOMETpPUS
NGS — (New Generation Sequencing) cekBeHHpOBaHKEe HOBO-
ro TOKOJIeHUs
MASS-cunapom — (Mitral valve, Aorta, Skeleton, Skin) MuTpasnbHBIi Ka-
I1aH, aopTa, cKener, Koxa; MACC
OMIM — (Online Mendelian Inheritance in Man database) URL:
http://www.ncbi.nlm.nih.gov/omim
STD — cpenHeKBaZpaTUYHOE OTKJIOHEHHe
WPW-cunzpom — (Wolf — Parkinson — White) cuaapom Bosnbda — Ilap-
KMHCOHA — Yaiita



lMpeancaosue

CMBICJT METTUIIHBI OYeHb MPOCT.
Bor o61mas ee uges:

Bce B Mupe n3y4us [0 3Be3],
Bce 3a 60opT BBIOPOCKTE MO3/IHEE.

. Iéme. «@aycm» (nepesod b. JI. [lacmepraka)

Kak co ckaszaHHbIM He cornacuTbes! JleicTBUTENBHO, 110 Mepe pa3Bu-
THA HAayKU U yAy4IleHUs MeTo/i0B 00CJIelOBaHUs Yel0BeKa, COBEpIIeH-
CTBOBaHMA METOJOB BU3yalu3aluy BHYTPEHHUX OPraHOB, PErucTpaLun
TeX VJIM MHBIX TaPaMeTPOB XXU3He/leATebHOCTH, 0OMeHa BeIeCTB, IMMY -
HOJIOTMYeCKOM peaKTHMBHOCTH, Pa3BUTHS UHPEKTONOINH, LIUTOT€HEeTHKHY,
MOJIEKYJIAPHO T'€HETUKY U APYTUX HayK [IPeXHKe FMIIOTe3bl U TPAKTOBKU
Oose3Hei CTaHOBATCS, 10 KpaiiHeil Mepe, ycTapeBIMy. M 1paBza, 1o aHa-
JIoruK ¢ 00bsACHEHNEM TePMHUHA «aTOM» (afomos — <«HeJleJIMMBIii») B I1O-
HyuMaHuu Jleskumnmna u [leMmokpura B V—IV BB. 710 H.3. 1 COBpeMEHHBIMU
3HaHUAMU QU3MKU 00 aTOMe, PaCcCyX/IeHNUS MeIUKOB JPEBHOCTH O POJIH
«6esIoit ¥ YepHOM JKeTIn» U T. 1. CTAHOBATCS HeJienbiMu. OJTHAKO HeyBa-
’KeHMe K IIPOIIJIOMy — IJIEBOK U B HAaCTOsIIIee, U B Oyzymiee*, yTBepKaaro-
M U/Ie10 He3aBUCUMOTrO OT MPOILJIOro, TUIIb COBPEMEHHOTO IOCTIXe-
HUS UCTUHBI, YTO SIBJISIETCS UJLTI03ueid, omubKkoii. Beab 10 cux mop me-
JUKHU 110 OKOHYaHUU By3a IMPUHUMAIOT NPUCATY KaK BapUaHT KJIATBbI
I'mnnokpaTta. 3a4acTyi0 <«KapJjuK, BCTaBIIMI Ha MJle4y BeJuKaHa, BUJWUT
JaJiblile BeJIMKaHa, HO... B HeM HeT OMeHHs TMTaHTCKOTO cepAlas. Beigato-
IUIACS OTeYeCTBeHHbI 6uosor A. A. JIo6uiieB roBapuBal, 4To MPOIIIoe
HayKH He KJIaf0uIe TUIIOTe3, a, CKopee, COOpaHye HeIOCTPOEHHBIX apXH-
TEKTYPHbIX aHCaMObJieii, TpepBaHHBIX WY IO IeP30CTH 3aMbICIa, WK
I10 HeZIOCTATKY CPeJiCTB.

DTH MBICJIA HEBOJIBHO IPUXOJAT B TOJIOBY, KOT/Ia MBI ITbITaeMCs IIOHATh
0c06eHHOCTH MOPOIOTMIecKOit NHANBU/YaTbHOCTH, @ TAKXKE PeaKTHB-
HOCTH 4eJIOBEKa, OIpeziesIsAolIye, I0YeMy O/JHH U Te jxe 00JIe3HU mpoTe-
KaloT y pa3HbIX JIofel no-pasHoMy. CTaHJapPTHBIA OTBET — HEIIOBTOPU-
MOCTb MH/IUBU/lyaJIbHOY TeHeTUKY YeJIoBeKa. V1 ¢ 3TMM HeBO3MOXHO He CO-
raacuTbea. OJHAKO MeXIy KOMIIO3UTOPOM, HAalKMCaBLUIMM reHuaabHOe
COYMHEHNUE, U CIYIATeIAMU CTOAT UCIOIHUTENIN U IUPUXep, KOTOPbIe
B 3aBUCHMOCTH OT Pa3HOU CTeleHU JYXOBHOW U MY3bIKaJIbHOW KYJIBTYpBI
JOHOCAT WJIU He ZIOHOCAT 3aMbICesl aBTOpa.

Bonee 80 ner Hasan akazeMUKOM AJIeKCaHAPOM AJIeKCaHIPOBUYEM
Boromosbiiem [57] 6bi1a chopmyMpoBaHa KOHIIENIINS COeAUHUTETbHOM

* IIneBaTb — «/JypHas NPUBBIYKA... CTABUTb HU BO 4YTO, HeOpeyb YeM, IIpe3upaTh KOro»
cornacHo «ToJIKOBOMY CJIOBapIO KMBOTO BeJIMKOPYCCKOTO A3bika» B. M. [lans.
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tKaHU (CT) KaK «pU3noI0ormyeckoii cucreMbl». OH BCECTOPOHHE PaCcCMOT-
pen cBsA3b CT ¢ peakTUBHOCTBIO, KOHCTUTYLIAEH, BOCIIaJIeHeM, UMMYHU-
TETOM, 3HAOKPUHONATUAMH, pereHepalieil, pakoM 1 CTapeHreM U TpUILe
K BBIBOZLY, YTO MMEHHO QYHKIHOHATBbHOE cocTostHue CT ompezensier vH-
JUBUZIYaJIbHOCTb, COCTOSTHUE 37I0POBbSI MK O0JIe3Hb YesioBeka, Ha3BaB CT
<KODHEM TeN08€KA... KOHCMUMYYUOHANbHOU 6a30U opeanusmas. Eie psn
Ba)KHBIX MbICJIeH ObLI BbIcKa3aH A. A. Boromosbiiem B Havasie XX B. U Ka-
CaJICAd «KOJIOCCAJILHOTO BJIMAHUS HAapyLleHU! npaBubHOro xummusma CT
Ha 00I1lee COCTOSTHME OpraHu3Ma». DTH MBICIH — O OMOXMMHUYECKON MH-
AWBUYaTbHOCTH, O XXeJaTeJIbHOCTH 3HAaHUA «<MHAUBUYaJIbHOU GOPMYJIBI
oOMeHa BeIecTB» [57] — HAILIM CerofHsa OTPaXKeHHe B TIONIOXKEHUAX CO-
BPEMEHHO! 'eHeTUKHU O TeHHBIX CeTSX U MoJUuMopdu3Me reHOB, Onpeie-
JITIOMAX OMOXUMIYECKUi TPodHITb KaXKA0TO0 YeioBeka. A. A. Boromorrerr
MIOHMMaJT BAXXHOCTb 1IEIOCTHOTO TTO[X0/1a K TOHUMaHHI0 60JIbHOTO U POJIH
B 3TOM CT. «MBI CTOMM Ha IPAaBUJIBHOM IIyTH B CTPEMJIEHUAX CUHTETHUYe-
CKOV TPaKTOBKY MHAWBUAYAJIbHBIX 0COOEHHOCTE!N Yel0BeYecKoro opra-
HU3Ma»,— MKCAJ OH. YTPATWUJI JId CBOe 3HaueHe 3TOT METOA0JI0TMYeCKUi
TIPUHLIMII [IeJIOCTHOCTU cerofiHd? Ha Hai B3Iz, HeT.

B axtoBoii peun akanemuka AMH CCCP Muxauna CrenaHoBuya Mac-
JIOBa, MPOU3HeceHHOU 25 nekabpst 1960 r. B BoeHHO-MeIMIIHCKOI aKa-
JleM1H, CKa3aHo: <V KaK HeT Ha CBeTe JIBYX JIto/ieid, abCOJIOTHO APYT Ha APy -
ra MOXOXXHX M0 MOPOJIOTUIECKUM CBOMCTBAM, TAK JKe HET Ha CBeTe IBYX
WHZIMBUJIOB, Y KOTOPBIX aGCOJIFOTHO BCe MOKa3aTtesu (0c00eHHO QyHKINO-
HaJIbHbIe ¥ OMOXUMUYecKre) ObUTH Obl IEHTUYHBL.. B CyIIHOCTH rOBOPS,
Ka)KJblii HOpMaJIbHbII UHAVBU/ NPeZCTaBJIsAeT B OTHOIEHUH ONpeZiesieH-
HBIX [TOKa3aTeJsieil TO UM MHOe OTKJIOHEHHe OT CpejHeil HOpMbl». Muxaun
CrenaHoBuUY, TaK Xe Kak A. A. boromouery, CBA3bIBaj 3T0 C UHAUBUALYAIb-
HbIMK 0cobenHocTsAMU CT.

CT ofHOBpeMEHHO BBITIOJHSET 5 QYHKIIMIL: GMOMeXaHIYeCKYI0, TPO-
dudeckyro, 6apbepHYI0, IIACTHYECKYIO U MOpOreHeTHIecKyt0. IIoaToMy
MOHATHO, YTO Ha MPOTsHKeHUH XX B. ObIIN MIPEAIPUHATHI HEOTHOKPATHbIE
TIOTIBITKM CBSI3aTh 0COOEHHOCTH KOHCTUTYIIMU U PEAKTUBHOCTH YeJIOBeKa
¢ MopdoiornyecKuMu ero ocobenroctsamu. Hanboee TUIMIHON SBJIS-
ercsi pabora [Ix. TaHHepa «CBsi3b TeNOCJIOKeHHS ¢ GU3HOIOTMIECKUMU
GyHKUMsIMU, 6OJIE3HSIMU U TTOBeZIeHHEeM» B 00CTOSATENbHOI KHITe «Bro-
sorug yenoseka» [242]. B To xe Bpema Anexcanzip @enoposuy Typ B pa-
6ore, ony6IMKOBaHHO! B COOpHUKe «BOMpockl reHeTHYecKoi pediekco-
JIOTVIM U TIeZIOJIOTUY MJIafieHdecTBa» [66], mucain: «BriosHe oneHuBas rpo-
MaZiHOe 3Ha4yeHHe U OOJIbIION MHTepec u3ydeHus: GOpM IETCKOro Tena,
Ob110 GBI OMUOOYHO CTPOUTD KITACCUPUKALINY TUTIOB JieTeil HA OCHOBAaHUH
JIMIIb aHTPOTIOMETPUIECKUX JAHHBIX. Besikast Kimaccupukauus, 6a3upyro-
IIasICs JIUIIb HA YYUTHIBAHUK KaKOTO-JIO0 OZIHOTO MOMEHTa, 6yZib TO MOp-
doornyecKyie Ui JIUIIbL OHNA OMOXUMIYeCKHUe, Uin 61odpu3nIecKre 0co-
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GeHHOCTH pebeHKa, 0bpeyeHa Ha OZIHOCTOPOHHOCT, He OyZleT UMeTh MpaK-
TUYECKOT0 3HaUeHU U, CJleJIoBaTeIbHO, OKaXKeTCs HeXX3HeHHOH. Tonbko
BCECTOPOHHee 03HaHKe pebeHKa, HAYMHAs OT ero BHeIlHei pOpMBbI 1 KOH-
Jasi ry00YaiuMy XMMAYeCKMMHU MTPOL[eCCaMU, UMEIOIIMMU MeCTO B €T
OpraHu3Me ¥ TKaHSX, JaeT BO3MOXKHOCTh TPaBUJIBHO OLIeHUBATh QYHKII-
OHaJIbHYIO CIIOCOGHOCTH OT/IEIbHBIX OPraHOB U BCErO OPraHM3Ma B I1eJIOM».

Bo Bropoii nosnoBuHe XX B. chopMHUpoBaioch yuenue o 6ose3nsx CT
KaK Hac/e/ICTBEeHHBIX, TaK ¥ UIMMYHOINATOJIOTHYECKUX (MX MOHAayaay Ha-
3BaJIM KoJIareHo3amu). Pa3BrTiie HayKu MPUBEJO K [TOSBJIEHUIO HOBBIX
MEeTO/IOB BU3yaJM3alliy BHYTPEHHUX OPraHOB yYesoBeKa (IIpex/e BCero,
COBepIIeHHO 6e30MaCHbIX yIbTPa3BYKOBBIX ), ¥ BO BTOPO# mooBrHe XX B.
craJa eiie 60Jee 04eBUIHOI OeCKOHEeUHAast aHATOMUYeCKasi UHAUBU/yalib-
HOCTb YeJIOBeKa, Kacalolasacsa caMblX pa3HbIX opraHoB. Eciu B kaccuye-
CKO¥ KHUTe «DBOJIOLMOHHO-TeHeTHYeCKye TpoOJieMbl B HEBPOIIATOJIOTHU»
[93] Cepreit HukonaeBud JlaBuzieHKOB cHOPMYITUPOBAI Mpe/iCTaBIIeHIe
0 MaJIbIX aHOMaJIMAX Pa3BUTHUA U HaNKW4Me 5 aHOMaJuii ATTUTeIbHO CYUTa-
JI 5KBUBAJIEHTOM BPOXK/IEHHOTO TIOPOKA Pa3BUTHUS BCJIE/ICTBUE HIMOPHO-
deTonaryu, TO NPHU yILTPA3BYKOBOM BbISIBIEHHH OCOOEHHOCTE# CO CTOPO-
HbI pa3HbIX OpPraHOB Ha OPOTe BeKOB UX CTaJIM PaclleHUBATh KaK [TprU3Ha-
K4 IMCIUIa3uu coeuHuTenbHOH Tkanu (JICT).

Hacrosimas MoHorpadus coiep>XuT pe3yJIbTaThl UCCIIeZIOBAHUH B MO-
clleHUe IOJITOpa JleCATUIEeTUS COTPYAHUKOB cTapeiimeil B Poccuu
u B EBporme kapenpsi nerckux 6one3neit um. M. C. MacioBa Poccuiickoit
BoeHHO-MeIMIIMHCKON aKaleMUu 110 pobJieMaM AUCIUIa3UuK COeIUHU-
TeJIbHOU TKaHMU.

YuuTbiBasi T0, uto CT SBISETCS «KOHCMUMYyUoHansHot 6a30i opea-
Husma» [57], ucronb3ya repmunosoruio M. C. Macnosa [174], ICT, o Ha-
11IeMy MHEHHIO, SIBJISIETCS «AHOMANUEN UL OCOOEHHOCTbI0 KOHCTNUMYUUU» .
CyliecTByeT CrpaBe/iiiBOe MHEHUE, BBICKA3aHHOE JIOLIEHTOM Kadephl
FOpuem CrenanoBudem Cepreesbim [210] o 1esrlecoo6pa3HOCTY KOHCTATa-
[IMU B IMarHo3e, IOMKUMO OCHOBHOT'O U COMYTCTBYIOIIEro 3a60JieBaHuUiA,
B OT/IeJIbHO# pyOpuKe «KOHCTUTYIIMOHAIbHBIE 0COOEHHOCTH, He TPaKTye-
Mble KaK MaToJIOTH4ecKye IPU3HaKU».

JItoOble Cy)X/IeHus O KHWTe, B TOM YKCJ/ie U KpUTUYecKue, OyayT Boc-
HPUHSATHI aBTOPAMH JIMIIE C 61ar0JapHOCTBIO.



BBeaenue

Cocransas okono 50 % Macchl Tena, coenuHUTenbHas TKaHb (CT)
¥ eé IPOM3BO/IHBIE 0OPA3yIOT OMOPHBIIA KapKac (CKeJeT) ¥ Hapy>KHbIE 10-
KpOBBI (K0XY); GOPMHUPYIOT C KPOBBIO U TUMQOI BHYTPEHHIOI Cpeny
OpraHM3Ma; yYacTBYIOT B PEryJIsLUM MeTaOONNYeCKUX U TPOPUUECKIX
IPOLIECCOB.

Knerounsle anements! CT npescraBiensl pubpobracTaMu U Ux pas-
HOBUZIHOCTSIMHU (0CTe006JIacTaMU, XOHZIPOLIUTAMH, OZJOHTOOIaCTaMu, Kepa-
TobacTamMu), Makpodaramu (TUCTUOLMTAMU) U TYYHBIMU KJIETKaMu (J1a-
OpouuTamu). DKCTPALETIONAPHBIA MATPUKC MPeZCTaBlIeH BOJIOKHAMU
3 TUMNOB: KOJIAreHOBLIMY, PETUKYISPHBIMU U 3acTUYHbIMU. CT BBINON-
HSeT 5 OCHOBHBIX QYHKIMIi: OMOMeXaHI4YecKylo (OIOPHO-KapKaCHYI0),
Tpoduieckyro (MeTaboNIMUecKyl0), bapbepHyo (3alIUTHYIO), MIacTUde-
CKyI0 (pemnapaTUBHYIO) U MOPQOreHeTHYecKyo (CTPyKTypHO-0Opa3oBa-
TeJIbHYIO).

OCHOBBI y4eHHMS O KOHCTUTYLIUYU B er0 COBPEMEHHOM BHJie B Hallleil
cTpaHe 3an0xeHbl A. A. Boromosnbuem B matopusuonoruu u M. C. Mac-
JI0BBIM B nlefuatpuu. M. C. Macj0B IOHMMaJ KOHCTUTYLIUIO KaK COBOKYTI-
HOCTb HaCJIeZICTBEHHBIX ¥ TIPUOOPETEHHBIX CBOKCTB, ONIPe/eNAIONIYI0, KaK
VMMEHHO OPTraHW3M pearupyeT Ha /lefiCTBHe Cpelbl, OH e BbIeNN status
degenerativus, onvcas fuctiactudeckuii peHotur [174]. A. A. Boromorien
cuuTan 6a30i KOHCTUTYIMY OpraHu3Ma GpU3N0TIOTUYECKYIO CUCTEMY COe-
JIUHUTENILHOY TKaHU, TIOAYePKUBAJ 3HaYeHVe Me3eHXUMbI B 00pa30BaHUU
KOHCTUTYIIMOHAJIbHBIX Pa3Nuyuii 1 GOPMUPOBAHIH 3[0POBbS MK 60JIe3-
HY, BBIZIEJIAJI Me3eHXUMaJIbHbIe TUIbl KOHCTUTYLIMU ¥ YHOMUHAJ 0 Gop-
MUPOBaHUHU AXCILJIACTUYECKOTO TUMA [57]. Me3eHXrMa — MPOBOAHUK KOH-
CTUTYLIMOHA/IbHBIX, FTeHeTUUeCKUX U 3NUTeHeTUYeCKUX COCTaBIAIINX
U3HU 4yesioBeKa. MI3MeHenus CT okas3bIBalOT ompefiensoliee BIUSAHNE
Ha BeCh OPTaHM3M B LIeJIOM, Ha er0 GU3NOTIOTMIeCKIid TUII ¥ er0 KOHCTHU-
Ty[uio. ITOHATHE KOHCTUTYLMM HE MOXKeT ObITh OTPaHUYEHO MOHATHEM
¢byukyy renoMa. [ToatoMy usyyenue ¢usuonoruu u natonoruu CT ume-
eT IIepBOCTeleHHOe 3HaueHue [57].

Ba)HBIM yCI0BHEM KOOPAMHALIMOHHBIX UCCIeJ0BaHUN ABNAETCA CO-
rJacoBaHue TepMUHOJIOTHU. ClieiyeT yIoTpeOIATh Ceayloniye eauHble
TePMUHBI 1 lepUHALIH.

HacnencTBeHHbIe HApYLIeHNA coeAHNTeNbHOM TKanu (HHCT) —
reTeporeHHasi rpyIa MOHOTeHHBIX 3a00J1eBaHU, 00YCIOBIEHHBIX TeHe-
TUYeCKUMHU JlepeKTaMul CUHTe3a U (M) pacraja 6eJKoB BHEKJIETOUHOTO
MaTpHKca 6o HapyuieHueM Mopgorenesza CT [112].

JAucnna3uu coeguauTeNbHOM TKaHu ([JCT) — reTeporeHHas rpym-
na 3a6oseBanuii CT monureHHO-MHOTOGAaKTOPHO# IPUPObI, 00 beANHEH-
HBIX B GEHOTHUIIbI HA OCHOBE OOITHOCTH BHEITHUX U (MJIM) BUCLIEPATbHBIX
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[IPU3HAKOB. BIIOJIHe JIOTMYHO NPeAonIoXUTh, 9To oA Macko JICT cero-
IHA CKPbIBAETCs 3HAUUTeIbHOE KOJIMIeCTBO TeHeTUIeCKU HeOJHOPOJHBIX
HHCT, 06yCcIOBJIEHHBIX «MATKMMH» MyTaL[ISIMH, TIPOTEKAIOIIUX CO CTep-
TOU KJIMHUYECKON KapTUHOI, 6O ellfe He IMaTHOCTPOBAHHBIE GOPMBIL.
Tepmun JCT BBeneH [Turepom Beiitonom (P. Beighton) B 1988 r. [112].
B Poccuiickoii @ezepariu oH 6bL1 mpu3HaH B 1990 1. Ha KOHGepeHIMu
B Omcke [186]. ICT yaiie MMeIOT paclipOCTPaHeHHbIN XapaKTep, pexe —
JIOKaJIbHBIH C IPeUMYIIIeCTBeHHBIM OPaXKeHreM KaKUX-M00 OT/eNIbHBIX
OpTraHOB U CUCTeM.

Masbie anomanuu pa3Butus (MAP) — Hacnenyemble v BpOKzieH-
Hble OTKJIOHEHHs OpPTaHOB OT HOPMaJILHOI'O aHATOMUYeCKOTrO CTPOeHHs,
He CBSI3aHHbIE C aHATOMO-(QU3NOJIOTMIeCKUMU 0COOEHHOCTSIMU ZIETCKOTO
B0O3pPACTa, CIIOCOGHbIE TPH OTIpe/ieJIeHHBIX YCJIOBHUAX CTaTh IPUYMHOM pa3-
BUTHS HAPYIIeHUH UX QYHKIUIA.

BpoxxaeHHble NOpokH pa3BuTus: (BIIP) — Bpox/ieHHbIe OTKJIOHE-
HHS OpraHa OT HOPMaJIbHOTO aHaTOMUYeCKOrO CTPOEHUs, IPUBOASLILe
K KJIMHUYEeCKY 3HaYUMbIM HapyIIeHUsM ero GpyHKuuu [2].

YacTo BO3HUKAIOT 3aTpyAHeHus npu 3amudposke ICT B HCTOPUAX
6one3nu u oryerax. [To MKB-10 ICT moryT 6biTh OTHeceHs!I K XIII kiac-
cy («bose3Hu KOCTHO-MBbIIIEYHOM CUCTEMBI U COeIMHUTEbHON TKAaHU» ).
Hanpumep:

M35.7 — «runepMOOHIbHBIN CHHAPOM Pa360JITaHHOCTH, U3JHIITHEH
MOJABUXHOCTUY;

M35.8 — «pyrue yro4HeHHbIe ccTeMHble opaxeHus CT»;

M35.9 — «cucremnsle nopaxenus CT HeyTOUHEHHBIE».

Takue neTu HaGJIOAIOTCA Y PA3/IUYHBIX Y3KUX CIIELMATUCTOB, KaX-
OBl U3 KOTOPBIX Ha3HAa4YaeT CBOe JiedeHHe, IIOPOH HeCcBOeBpeMeHHOe
¥ He Jatolee oxuzaeMoro 3¢ dexra. PebGeHKy BbICTABIISAETCS MHOXECTBO
ANAarHo30B, HO OTCYTCTBYeT OCMBbIC/IeH/e NTAaTOJIOTUY OpraHu3Ma B L1eJIOM
[186].

B Hacrodmee Bpemd B Poccuiickoit @enepauuu u crpanax Conpyxe-
cTBa cpOPMHUPOBAIOCH HECKOJIBKO IIEHTPOB U IIKOJI 10 U3YYEHHIO Pa3iiny-
HbIX acrekToB npobsembl [ICT: MockBa (B. ®. lemuH, A. H. CemsiukuHa),
CankT-Iletepbypr (O. B. 3emuosckwii, T. . Kagypuna), Teeps (C. @. Try-
caeB), BanoBo (B. B. Yemonanos, E. E. Kpactosa), Omck (T. 1. Heuae-
Ba, U. A. Bukroposa), MuHck (E. JI. TpucseToBa).

Kpurepuu or60opa 601bHbIX ¢ JCT HEYETKH U Pa3MBITBL: OIHU UCCIIe-
JI0BaTeNIM He ONKCHIBAIOT NMPUHIUIOB GOPMUPOBAHUS BHIOOPKH, APYTHe
GepyT 3a OCHOBY HECKOJIbKO (peHOTUMIYECKUX IPU3HAKOB MJIU UCCIIeAYIOT
60JIbHBIX C TPOJIANICOM MUTPaJIbHOTO KianaHa (IIMK), runepmo6uibHO-
ctbio cycraBoB (I'MC) u apyrumu nposisinerusmu JICT. Uccnenoare-
71 He 6a3UPYIOTCS HA eIUHOM TePMUHOJIOTHY ¥ KPUTEPHSX TIOCTAaHOBKU
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nuarHo3a. B Poccutickoit @esiepaiiny KOOpAUHUPYIOMIKM 3BeHOM B BOTIPO-
cax cucreMatusauuu faHHbix 0 HHCT crana Hay4HO-UCCIe0BaTeIbCKas
J1abopaTopusi COeANHUTETbHOTKAHHBIX JucIa3uii enepanbHOro eHTpa
cepzua, KpOBH M 3HOKPUHOJIOrUY UM. B. A. AniMa3oBa Bo riaBe ¢ pogec-
copoM DayapzaoM BeHnamunoBudeM 3eMIOBCKUM. IIo ero nHunuaruse
B 2007 r. ObLIM CO37aHBI KOMUTET SKCIIEPTOB U paboyast rpymma no ¢pop-
MUPOBaHUIO COIVIaCUTEIBHOTO JOKYMEHTa Ha JaHHYI0 TeMy. Poccuiickue
pexomeHjauuu «HacnencrseHHble HapyLIeHN COeJUHUTEIbHOY TKaHU»
yTBepK/ieHbI U u3naHbl B 2009 1. [182]. B Hosi6pe 2012 1. ocsie [yiiTeNb-
HOTO 0OCYXZeHus U coriacoBanusi Ha VII KOHrpecce TepaneBTOB yTBep-
XJeHa uX HoBad pefakuus — «HaciencTBeHHble HADYLIeHNS COeINHU-
TeJIbHOW TKaHU B KapAUOJIOTHHU. [IMarHOCTHKA U jedeHue. Poccuiickue
pexkomeHzanuus» [183].

ABTOpBI IPUHUMAJTH yYacTHe B GOJILITMHCTBE TAKUX HayYHBIX GOpY-
MOB, TPOBOAAMMBIX B Hallleii cTpaHe. Psiji U3 HUX covyeTascs ¢ 00CyxaeHneM
Y pelakTUPOBAaHMEM POCCUMCKUX PeKOMeHJaluuid. B JTaHHOM JOKyMeHTe,
KaK ¥ BO MHOTMX Hay4YHBIX paboTax, MPOCTIeXMBaeTCs uest HeoOXOAMMO-
CTH COBEpIIEHCTBOBAHUSA U COTACOBAHUS KPUTEPUEB B IIEPBYIO O4epesb
KJIMHAYeCKOH, GeHOTUNNYeCKO AnarHoctiku. ToNbKo Ha ee 6a3e MOXKHO
cbopMUPOBaTH OXHOPOAHBIE TPYIIIBI AJIS1 HPOBEJIeHNs AaJbHEeHIINX HC-
CJIeJOBaHUM, B TOM YHCJIe TeHeTUYeCKUX.

MHOroKpaTHO 06CYKIaTMCh BOIPOCHI PUTOAHOCTH K BOMHCKOH CITY K-
6e Mostozibix Jrozieit ¢ JICT. HermocpeCTBEHHO 3TO He BXOAUT B KOMITETEH-
[UIO [IeIMaTpPOB, HO IPUIMCHOE OCBUZETeJ]bCTBOBAHUE U TOCTAHOBKY
Ha BOMHCKUH y4YeT IOHOLIY NPOXOAAT B 16—17 jer, ele B IeTCKOM BO3-
pacrTe, ¥ BO3pacT IpU3bIBa BIJIOTHYIO IPUMBIKAeT K BepXHel rpaHuLe re-
puoza feTcTBa. B HacTosAmee BpeMs B «MHCTPYKIIMY O IOPSZIKe IPOBezie-
HUst BoeHHO-BpaueOHO# sKcIiepTH3bl B BoopykeHHBIX cutax Poccuiickoit
®enepaunus HHCT He QUrypupyioT, IMerOTCs JINIIb YIIOMHUHAHYS O He-
KOTOPBIX OPTOIEeJMUeCKUX ¥ KapAUOJIOTHUeCKUX UX NposABIeHuAX [118].
VIMeHHO ¢ 3TO¥ 1eJIbI0 Mbl U IPOBOAMJIU 06CJIeJ0BaHUE TTIOJPOCTKOB —
BOCITUTAHHUKOB ZIOBY30BCKMX BOEHHBIX YueOHBIX 3aBefieHuil. CKpUHIH-
roBasi auarHoctrka JICT MoxeT ObITb pa3paboTaHa U /iJist MPU3bIBHUKOB.

BecHoii 2012 . B cpeAicTBax MaccoBO¥ MHPOpPMAIUu 6YpHO 06Cyxa-
JIMCh UTOTH JUCIaHcepu3anuu 26 864 moapoctkoB CaHKT-IleTepbypra
B Bo3pacTe 14 siet. B cTpykType 3a601eBaeMOCTH IIePBOE MECTO 3aHUMAIOT
GoJie3H1 OpraHoB nmumieBaperus — 18,09 %, BTopoe MecTo ¢ He3HAYNTe Th-
HBIM OTPHIBOM — 60JI€3HU KOCTHO-MBILIEYHOU CUCTEMBbI ¥ COeIUHUTEb-
HOM TKaHu — 17,18 % [132]. TTo 0611epoCCHiCKIM JJaHHBIM, U3JI0XKEHHBIM
axkagemukoMm PAH Anexcanapom AnexkcauaposudeM bapanossiM B 2012T.
B IIepe/IOBO¥ CTaThe FOUIeiHOro HoMepa XypHaina «Ilenuatpusi», Beay-
1eil TPUYMHO HETOJJHOCTHU K BOGHHOH C/y’x6e IBISAI0TCS 601e3HU KOCT-
HO-MbImeqHoi cucreMbl ¥ CT (17,9 % Heronnbix). 3a6osneBanus XKKT 3a-
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HHUMaIOT B 3TOM NepedHe 3-e MecTo (10,5 %) Bciies; 3a ICMXUYECKUMHU pac-
crpoiictBamu (16,2 %) [33].

B nocinesiHee BpeMsi IpeiMeToM OOCYX/IeHUS CTAJIO BbleJIeHHe JIVC-
IUIACTIYECKUX CUHPOMOB U GEeHOTHUIIOB, BBeleHHe KOTOPBIX B KJIMHIYe-
CKYIO [IPAKTHKY IIO3BOJISIET CYy3UTh IpaHullbl IprMeHenusa Tepmuna JCT
Y yTOYHUTb HO30JI0TMYecKy1o npuHagiexuocts HHCT [108].

Poccuiickue pexomenaauuu «HacnencTBeHHble HapyLleHUs COequ-
HUTEJIbHOU TKaHW» [182, 183] npenaratot BeiHOCUTH JICT B KayecTse co-
HyTCTBYIOIIEro ANarHo3a, I03TOMY MBI IIPe/ijlaraeM CIUTATh AaHHbIE KOH-
CTUTYLIMOHAJIbHbIE 0COOEHHOCTH CBOEro posia pOHOBOY TATOJIOTMEH, OlIpe-
JIeJISTIONIeH KITMHIYECKYI0 CHHTPOIIMIO, T. €. KOMIUIEKC 60JIe3Heit, UMeIoIuX
OZIMHaKOBYIO WJIM CXOAHYIO MOJIEKY/ISIPHO-T€HeTUYECKYI0 OCHOBY I1aTOTre-
He3a [186, 196—198].

C HapyueHUsiMU QYHKIIMK FeHOB, KoAupyomux oomeH BemiecTs B CT,
COIPSDKEH PAA KIMHUYECKUX CUHTPONUH. C reHeTUYeCKOM TOUKU 3peHNs
JIydIlle U3y4eHbl TaKKe MyJIbTUPaKTOpHbIe cuHTpONHBIe ¢ JICT cocTosAHuS,
Kak mpoJaric Ta3oBbIx opranoB (IITO) u mocTMeHonay3abHblii OCTEOIOo-
po3 (O), HeCKOJIBKO XyXKe — CHHZIPOM ruiepMobuibHocTH cyctaBoB (CI'C).
WN3yueHue apyrux acrnektoB MynbrudakTopHeix JJCT HaxoauTcs B 3a4a-
TOYHOM COCTOSIHMU. HeZocTaToyHo n3ydeHa B3aMMOCBA3b MeX/y BHeI-
HUMK PpeHoTUNMYecKuMK ipu3Hakamu [JCT u ocobeHHOCTAMU MOPQOIIO-
TUU U CTPYKTYPhI BHYTPEHHUX OpraHoB. OCTaeTcs HesICHBIM BOIIPOC O 4a-
CTOTe U KIIMHWYeCKOY 3HaYMMOCTH OT/eJIbHBIX MaJIblX aHOMAJIUH, a TaKXKe
0 COYeTaHNY BHEIIHUX NPOsABJIEHNUI AVCIUIACTUYECKOro CUHApOMA C Xa-
PaKTepoM U CTelleHbI0 BOBJIEYEHHOCTH LIeHTPaJbHON HEPBHOW CHCTEMBI
(ITHC), BereratuBHOro oT/ena HepBHOM cuctembl (BHC) 1 BHyTpeHHUX
OpraHoB B cucreMHylo narojoruto CT [96].

IMonynanuonnas vyacrora ICT He u3y4yeHa, XOTs BCTPEYAIOTCs OHU
3HAYUTENFHO Yalle MoHoreHHBIX GopMm. ITo naHHbIM U. A. BUKTOPOBOI,
naredTst ¢ JICT B 6 pa3 yaire 06pamamTcs 3a MeIUIIMHCKON TOMOIIbIO.
Y 81,5 % neteii ¢ ICT po/iCTBEHHUKY UMEIOT CXO/IHbIe (peHOTUIYeCcKUe
NPOSIBJIEHUS, KIMHIYecKast KapTuHa 3a00JieBaHNsA XapaKTepu3yeTcs I0-
JIMOPraHHOCTBI0. MaKcHMaJIbHBINA IPUPOCT IPU3HAKOB HAOTI0IAeTCs B IO/~
POCTKOBOM BO3pacTe, HaMOOJIBIIYIO IIEHHOCTh MMEIOT KOCTHbIe Hapyle-
HUSA: 0COOEHHOCTH CTPOEHHS 1 aHOMAJINK I'PYAHOM KJIETKY U I03BOHOYHH-
Ka [64, 65]. Bbicokast yacTOTa OAHOTUIIHBIX HapylleHul CBU/ieTeIbCTBYeT
0 IIaTOreHeTH4eCKOi OBIHOCTH U IT03BOJIAET PACCMATPUBATh UX KaK CHH-
TPOIIHEIE, T. €. AMEIOIINe B CBOeH OCHOBe CXOJHbIe WU TOXeCTBeHHbIe
MOJIEKY/ISIpHble HapylIeHus MeTabouvecKux ceteid [199].

Heob6xoaumocts u3y4yenus 60bHbIX ¢ JICT NpOAMKTOBAaHA CIOXHO-
CTSMU JUATHOCTUKY, OTCYTCTBHEM YeTKUX KPUTepHUeB U IpeZCTaBIeHnui
00 3THOJIOTUM ¥ 3aKOHOMEPHOCTSX HAcJIe[l0BaHUsI MYJIbTU(AKTOPHBIX
JCT, HesICHOCTBIO B OLIeHKe TsHXKeCTH KJIMHUYeCKUX IPOsABJIeHNiA. Y fieTeid
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vacrorta JICT noymkHa ObITh BbIle, a AUddepeHINPOBKA Pa3TMIHBIX AUC-
IIACTUYIeCKUX (HEHOTHIOB CJIOKHEe, TaK KaK OHU HMOJHOCThI0 GOPMUPY-
IOTCS 10 OKOHYaHUY [1epruojia AeTCTBa.

CoBpeMeHHbIe UMMYHOTMCTOXMMHWYECKHE U MOJIEKYJIIpHO-TeHeThYe-
CK¥le MCCIIe/IOBaHMs B GOJBIIMHCTBE CJIy4YaeB JOPOTH U MaJIOZIOCTYIIHBI, 4TO
ZieJlaeT 3HaHKe KJIIMHUYeCKUX IPU3HAKOB U aIrOpuTMOB AinarHoctuku ICT
ocobeHHO BakHbIM [108, 112]. Tak, Hanpumep, axe B 6oJiee JMarHOCTH-
YeCKH MPOCTHIX CTyYasix MOHOT€HHbBIX 3a00JIeBaHUI TOJIBKO /15 reHa Gpub-
punnuna-1 (FBN1 Ha 15q21.1) usBectro 6osiee 1000 myTarmii. [Ipu ToM
TIOJTHOH KOPPEJISILIY Me)X/y TeHOTHUIIOM 1 GeHOTUIIOM OOHAPYXKUTb He yzia-
JIOCb — OZIHM U Te JXe MyTallu¥ BbI3BIBAIOT cUHApOM Mapdana (CM), ce-
MeMHYIO0 5KTOIHIO XPyCTajrKa, CeMeHYI0 aHeBpU3My a0pThbl, MASS-cruHA-
poM, cunapomsl IllnpunTtiena — Toababepra u Beitna — MapkesaHu
(cm. moapasn. 1.5.1, Taba. 4) [84, 87, 358]. B cunTe3e 27 TUIOB KoJiare-
Ha IPUHUMAIOT yYacTue 42 reHa, orvcaHo 6osee 1300 MyTanuii B 23 U3 HUX.
Pa3HooOpasue MyTaluii 1 ux GeHOTUNNYEeCKUX MPOSIBIEHUIA YCIOXKHSIEeT
JAVarHOCTUKY. MHOTOUYMCIIeHHbIE ¥ OYeHb [IPOTSXKEeHHbIe 10 pa3Mepy reHbl
KOJIJIar€HOB, 0COOEHHOCTH CTPYKTYPBI U Perynsiuu GpyHKIMY TeHOB, KOH-
TPOJUPYIOMIUX CHTe3 OeJIKOB COeANHUTENIbHOM TKAHH U TTTMKOIIPOTENHOB
BHEKJIETOYHOI'0 MaTPUKCa, [IPY BeCbMa CXOAHBIX KOHEUHBIX KJIMHAYEeCKUX
IIPOSIBJIEHUSX UX MyTaLMi CO3JaI0T Cepbe3Hble MeTOAUYeCcKue TPYAHOCTH
AN MoJekynsapHoii fuarHoctuku JICT [37—41].

AKTyalbHOCTb BBIPaOOTKY eIMHBIX TOAXO0/I0B K KJIacCUUKALUH, AU-
arHocTuke 1 sedennto [ICT y nerell jaxe Bblllle, YeM y B3POCJIBIX. JleTckre
CIeNMaIMCThI TPUHUMAJHU y4acTue B pa3paboTKe peKOMeHAauuii s Te-
parneBToB U B utore B 2010 r. pUIUIH K HEOOXOJUMOCTU CO3/IaHUS PEKO-
MeHJanu# 1151 meauatpos. Ilocie AnutenbHOTO cO0pa MaTepraa, peleH-
3UpOBaHuUs U 06cyxnenus 23 okTsa6ps 2014 r. B Mockse Ha XIII Poccwuii-
CKOM KoHrpecce «/IHHOBallMOHHbIEe TeXHOJIOTVH B NIeJUaTPUU U [eTCKON
XUpypruu» ObUIa IPUHSATA TepBast 4acTh Poccuiickux pekomeHzaanuii «Ha-
CJIeICTBEHHbIE 1 MHOTO(QAKTOPHbIE HAPYLIeHHs COeAUHUTENbHON TKaHH
y fieTeid. AITOpUTMBI IMarHOCTUKU. TaKTUKA BeleHUA», IO OTOBJIEHHBIX
C HalllMM y4acTeM KOMUATETOM 5KCIIePTOB ejuaTpUdecKoy rpymiisl «Jluc-
TUTa3Usi COeIMHUTENIbHOM TKaHU» TIpU PoccuiickoM HayYHOM 00111ecTBe Te-
parneBToB [2].

Bropyio yacTb PekoMeHa1mit pemieHo ObUIO MOCBATUTD TOJIMOPTaH-
HbIM HapymeHusm nipu [ICT y gereit. [Tocse pa3paboTKK 1 perieH3upoBa-
HuA Ha XV PoccuiickoM KoHrpecce «/IHHOBaLlMOHHBIE TeXHOJIOTUH B T1e-
AUATPHUHU U IETCKOU XUPYyprum» 27 oKTs6ps 2016 . Obl1a IpUHSTA BTOPAst
yacTb Poccuiickux pekoMmeHaanui «I[lonmopranuble HapyLeHNs IPYU JUC-
IJ1a3UAX COeIMHUTEIbHOM TKaHU Y JieTell. AIrOpUTMBI AUAaTHOCTUKY. Tak-
THKA BefieH!s1», pa3paboTaHHbIX TeM e KOMUTETOM 3KCIIEPTOB, B HECKOJIb-
KO 0OHOBJIEHHOM cocTase [3].

16



CnoxHoctb auarHoctukyl JICT ycyry6isieTcs OTCyTCTBHEM TOYHOTO
OIpe/ieJIeHNs XapaKTepa v KOJIM4eCTBa (CrelnpuIHOCTH) IIPU3HAKOB [296].
B nuTepatype IIMPOKO MpeZACTaBiIeHbl paboThl, Kacalomuecs 0cobeHHO-
CcTel cepAla, OpraHoB JibIxaTeabHoM cucTeMsbl, JKKT, modek, KpoBU, HepB-
HoW cucremsl ipu [JCT. Kak npaBusio, OHM IPOBOAATCA CHeUalINUCTaMU
COOTBETCTBYIOLIero npoduisd. Bmecre ¢ TeM KpaiiHe peiKO BCTPEYAIOTCS
paboTHI, IOCBSAIIEHHbIEe KOMIJIEKCHOMY 00CJ/Ie/JOBaHMIO U BBISIBJIEHHIO CO-
YeTaHW HapyLIeHW BHYTPeHHUX OpraHoB y feteii ¢ JICT.

L

I/ICXOI[H W3 aHHBIX JINTE€PATypPhbl, MOXHO CA€JIaTb BbIBOJ O TOM, 4TO
JCT npuBOJAT K [TOJIMOPraHHBIM U NOJIMCUCTEMHBIM HAapyIIEHUAM, KOTO-
pble KJIMHMYEeCKA MOTYT PacCMaTpUBAThCsl KaK CHHTponHble. Hanbonee
M3Y4€HHbIMU ABJIAIOTCA KapAuaabHble possienus 1 CI'C, ocranbHble 31e-
MEHTbI KIMHUYeCKO# KapTUHBI M3y4eHbI XysKe. OCOOeHHO 3TO KacaeTcs Ie-
pudepryecKrx cOCyA0B, HEPBHOU cUCTeMBbI, KOCTHOM TkaHu. JCT siBnsi-
10Tcs1 GOHOBOM MATONIOTHEN /IS pa3BUTHSA BbIIIEYKa3aHHBIX HApyIIeHUI
Y COCTABJISIOT UX KOHCTUTYLIMOHAJIBHYIO OCHOBY.

B xoze aHaM3a my6IMKalMii BBIABUIACH TAKXKe HEeJOCTaTOYHAs OC-
BellleHHOCTh BONPOCOB AUarHocTuku JJCT He TOJIbKO B OTe4eCTBEHHOH,
HO U B 3apy0exxHoui meyatu. Tak, eciu B 80—90-e rr. XX B. BOIPOCHI iUar-
HOCTHKHM TOAPOOHO paccMaTpuBaIch Kiaaccukamu yuenusi o HHCT —
P. Beighton, A. De Paepe, A. Gedalia, R. Grahame, R. Pyeritz, To yxe
B XXI B. CTaTh¥ JaHHBIX aBTOPOB B IEPUOJNYECKON ITe4aTH IPAKTUYECKU
He BCTpeyaroTcs. JJOMAHUPYIOMVIMA CTalXA CTaTby, NOCBSALIEHHbIE YaCT-
HbIM nipo6iemam ICT (mposnaric Ta3oBbix opraoB (ITTO), pa3psiBbI CBS-
30K) WJIM TeHeTHUIeCKOM IMarHOCTUKe PeIKUX HacJle/ICTBeHHBIX 3a60J1eBa-
HUit coepuHuTenbHON TKaHU (H3CT). B To jxe BpeMs B 0TeueCTBEHHBIX
uccnenoanusx JICT npeobiasaer KOMIUIEKCHBIH moaxos. Takum obpa-
30M, BO3HHKJIA CUTyaL¥sl, KOTZa [IeHTP U3y4eHHsI BaXKHOM Tp06IIeMbl POJIH
JCT B maTosoruu 4yesnoBeka nepexecex B Poccuro. Ham Kaxercsa ymecr-
HBIM COCPeJOTOYNTHCS Ha Masion3ydeHHbIX acriekrax JICT, mpexze Bcero
Ha TOJIMOPTaHHOCTY AHHOM NIATOJIOTUH, ee JUarHOCTHKe U JIeYeHU! Ha 0C-
HOBe KOMIUIEKCHOT'O CHCTEMHOTO I0AX0/1a K IpobieMe.



Masa 1

MoOHOreHHble HACA@ACTBEHHbIE€ HAPYWEeHUs
COEAMHMTEAbHOM TKaHU

1.1. Kaaccudpmkaums HaCAEACTBEHHBIX HapyLWeHUH
COEAMHUTEAbHOM TKaHM.
PoAb renetnueckux ¢pakTopoB B maroreHese

ITo MHeHuIO Bexymiero cnenuanyvcra o sonpocam HHCT npogeccopa
D. B. 3eMII0BCKOTO, B KJIMHMKE BHYTPEHHKX O0JIe3Hell HeT 6oJiee ClIOPHO
¥ 3aMyTaHHO# NPO6JIeMbl, YeM MpobieMa JMarHOCTUKY 1 KJIacCUDUKALIMN
HHCT [108].

O6uenpunsTas knaccupukaims HHCT BbizensieT 2 0CHOBHBIE TPYTIITBL.

1. Monozennvie 3a601e6anusn (HacienCTBeHHbIe 3a001eBaHUSA COe-
nuHuTenbHoM TKaHU, H3CT) ¢ u3BeCTHBIM TUIIOM HAcIeOBaHUA U Ouep-
YeHHOU KJIMHN4eCKoU cuMnToMatukoi: CM, CD/I, HecoBepIleHHbIN OCTeOo-
rede3 (HO) u pan apyrux. B MKB-10 k knaccy XVII (BpoxzieHHbIe aHO-
MaJIuy [IOpPOKY Pa3BUTHA|) OTHOCATCA CUHAPOMBI Diiepca — Jlanno (CO/I;
Q79.6), Mapdana (CM; Q87.4), HecoBepuieHHbIH ocTeoreHe3 (HO; Q78.0).
Ot H3CT ¢ ToKanM30BaHHBIM e(eKTOM N3BECTHBI MyTaHTHBIE T'eHbI, Ka-
’KIOMY U3 HUX TIPHUCBOEH OIpe/ieJIeHHbIN MU(P B 3JIEKTPOHHOM KaTasiore
OMIM HacnencTBeHHbIX 3aboseBanuii yenoseka (http://www.ncbi.nlm.
nih.gov/omim) HarjoHabHOTO IIeHTpa GUOTEXHOIOTHYeCcKOoii MHPopMa-
nuu CIITA (NCBI).

Ha ceronHAMHWMIA leHb UMeeTCs1 7 HO30I0TU4ecKUX POPM, IJIs1 KOTOPBIX
pa3paboTaHbI COTIaCOBaHHbIE MeXYHAPOJHbIE KDUTEPUU AUATHOCTHUKHY.

1) Cungpom Mapdana, OMIM: 154700; Tentckue kpurepuu (Ghent
criteria). De Paepe A. [et al.], 1996 [312]; Loeys A. [et al.], 2010 [371].

2) Cungpom Bnepca — Janno, OMIM: 130000; 130010; 130050;
225400; 229200; 130060; 225410. Malfait F. [et al.], 2017 [374].

3) CuHpOM rinepMoOHILHOCTH cycTaBoB. Brighton—Grahame criteria,
2000 [335].

4) HecoBepuienHslii ocreorenes. [lugp no MKB-10 — Q78.0; OMIM:
166200; 166240; 166210; 259420; 166220; 610967; 613982; 610682;
259440; 613848; 610968; 613849; 614856; 615066; 615220.

5) Iponanc muTpanbHoro kiamana. [upp mo MKB-10 — 134.1;
OMIM: 157700; 607829; 610840.

6) CemeitHbiii cungpom MapdaHounHoil BHemrHOocTH (Loeys-Dietz
syndrome, type 2B; OMIM:610380, panee cungpom Mapdana tum 2,
OMIM:154705; kputepuu Malfait F. [et al.|, 2017 [373].

7) MASS-cungpom; OMIM 604308.
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Onu onucanbl Takxe B Poccuiickux pekomenganuax «HacneacTsen-
Hble ¥ MHOIOQaKTOPHbIe HAPYIIEHUS COeMHUTEIbHON TKAaHU Y ZeTell.
ANTOpPUTMBI ANAaTHOCTUKU. TaKTHKA BefieHUS» [2].

2. Myasmugaxmopnoie Qucniasuu coeOUHUMENbHOU MKAHU
(ACT). ACT — rpymnma Ho30J0T4YecKuX GOpM, KOTOpbie 00beANHSIeT BOB-
JledeHue B aToreHe3 GepMEHTHBIX CUCTEM U CTPYKTYpHBIX GenkoB CT,
Hpexzie Bcero 6eIKOB CMHTe3a ¥ 0OMeHa KoJiareHa. DTo He eZinHasi HO30-
JIOTU4YecKas e[JUHALA, a TeHeTUIeCKY reTeporeHHas rpymnmna ¢ KOHCTUTYLH-
oHanbHBIMU 0cobeHHOCTAMU CT, KOTOpBIE COCTABIAIOT OCHOBY /s HOp-
MHPOBaHUS TATOJIOTMU Pa3INYHbIX OpraHos [123].

I'pynmna ICT Moxet 6bITh oTHeceHa K XIII kiaccy (60s1e3HM KOCTHO-
MBILIEYHO! CUCTeMbl U COeJUHUTEIbHOM TKaHU). B nuTepaType nMeroTCA
00001IeHHbIe aHHbIE O KIMHUYECKUX MpPU3HaKax u kputepusx JCT
y B3pocibix [108]. Y meteit knmuHudeckas kaptuHa JICT 3a4acTylo He pas-
BepHYyTa NOJHOCTHIO.

B 2009 r. coBMeCTHO TepaneBTamMu U neauaTpamMu B Poccuiickux pe-
KoMeHzanuAXx «HacnencTBeHHble HAPYLIEHUS] COeAMHUTEIbHOW TKaHU»
yTBep3K/leHO 7 IUCILIaCTUYeCKUX CUHAPOMOB M (eHOTHIIOB, BBEIEHKE KO-
TOPBIX B KIMHUYECKYIO IPAKTUKY MO3BOJIAT CYy3UTh IPAaHUIIbI IPUMeHe-
Hus tepmuHa JICT 1 yToYHUTB HO30510rMYecKyro npuHaziexsocrs HHCT:
NepBUYHBIHN (M30IMPOBAaHHbIN) ITpoIalc MUTpaabHoro kianaHa (IIMK);
MapdaHOoNo00HasA BHEUTHOCTh; Map$aHONo 00HbIH peHOTHUII; 371epco-
H0/100HBIN (pEeHOTHUIT; CMeIIaHHbIH GeHOTHIT; Z0OpOKayeCTBeHHAs TUIep-
Mob6unbHOCTh cyctaBoB (ITMC); HekaaccupUIUPyeMbiii peHOTHII.
B 2012 r. Bo BTOpOI pefakiuu PexoMeHanuii ObLT KCKIIOUEH CMellaH-
HBI{ (EHOTUN ¥ OCTABJIEHO 6 AUCIIACTUYECKUX CHHPOMOB M GeHOTH-
nos [181, 182].

1.2. Cunapom Mapdpana

Cunapom Mapdana (Marfan; CM) — HaciefcTBeHHOe 3a60JIeBaHMe,
XapakTepu3ylomieecs cucreMHbIM HapyLieHreM CT (Q87.4; OMIM 154700).
Tumn HacnefoBaHUSA — AyTOCOMHO-AOMUHAHTHBIN C BHICOKOW MeHEeTpaHT-
HOCTBIO U Pa3JIMYHOM KCIPeCcCUBHOCTHIO. YacToTa AUarHOCTHPOBAHHBIX
cay4aeB 1 : 10—15 ToIc., TshKenbix GopM 1 : 25—50 ThIC. POAUBIIMXCS.
Masnb4uKy 1 1eBOYKU NOPaXKalTCsA C OANHAKOBO! 4aCTOTOM.

dtronorusa. CM BbI3bIBaeTCS MyTalUsAMU B reHe Oeska Gubpuim-
Ha-1 (FBNI Ha 15921.1) — MIMKONPOTENHA, Y4aCcTBYIOIEro B MUKPOdU-
OpHIUIAPHOY crcTeMe, 00ecIIeurBalollell OCHOBY 3JIaCTUYECKUX BOJIOKOH
CT. Y Bcex 60JIbHBIX B GHONTaTe KOXU U Ky/IbType $pruOPO6IacTOB BBISB-
JISIeTCS CHIDKEHUe YKCIIa MUKPOGUOPUILIL.

KnuHnyeckas KapTHHA. XapakTepHO NIPOrpefileHTHOe TedeHue.
Y HOBOPOXZI€HHBIX OTMEYAIOTCs apaXHOAAKTUINSA U AJMHHbIE TOHKHE
KOHeuHOCTH (nonuxocTeHoMenus). bonbHbix CM oT/MyYaeT BBICOKUIA pOCT,
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medunut Maccsl, fonuxouedanns, yaIMHeHHOe UL, 10TUXOCTeHOMEHS,
apaxXHOJAKTUINA, TUIIOIUIA3UA MBI U IIOAKOXHON KJIeTYaTKU, HEJIOB-
KOCTb JIBI)XeHHi. KoXa rumepanacTuyHa, CyCTaBbl I'UNePMOOUIIbHBI, Ya-
CTO BCTPEYAIOTCS BBICOKOE apKooOpasHoe HEGO, nedopManuu rpynHoOM
KJIeTKU (BOPOHKOOOpa3Hasi, KWJIeBHIHAs) U aHOMaJINK NMO3BOHOYHHKA
(cxomuo3 B 60 %, k103, I0BEHIIbHBIN 0CTEOXOH/PO3), IIOCKOCTOIIHE,
cucronuyeckuii mym. Jnuna 11 nanabua kucru 10 e u 6onee (cKpu-
HUHT-TeCT y JieTell IKOJIbHOTO BO3pacTa); yBeJuyeHO COOTHOIeHNe pas-
Maxa PYK K Ai7iiHe Tesa. ITaTonorus oprana 3peHus (MUOIUA BLICOKOI CTe-
TeHH, OABBIBUX XPyCTanuka — y /, GONbHBIX, ero c$pepuIHOCTh UK
yMeHblIIeHVe pa3MepOoB, OTCIOMKa CeT4aTKK) U acTeHU4ecKoe TeJI0CI0kKe-
HUe CTaHOBATCS 3aMeTHbIMH B 1—3 rona, nepopManuu rpyiHOM KJIeTKU
dbopmupyroTcs B 4—7 JieT, cep/ieyHO-COCYAUCTas MAaTONOTUsA B 2—7 JIeT
1 1o3xe. FIsMeHeHusA cKejieTa 04eBUAHBI K 14—16 ropam.

XapakTepHbl MOpa)keHUst KPYIHBIX cOCcyoB u cepaia (10 90 % 60ib-
HBIX), Yallle Bcero 0OHapyKMBAIOT IIPOJIANC MUTPaIbHOro kinanana (IIMK),
pacimpeHve a0pThI BIUIOTh /10 aHeBpH3Mbl. Hepenku GesipeHHbIe UK 1a-
XOBbIe I'PbDKY, BAPUKO3HOE pacll¥peHre BeH, IPUBbIYHbIe BBIBUXU, KPO-
BOTOYMBOCTb, HePONTO3, 53MPU3eMa Jerkux, CIOHTaHHbII THEBMOTOPAKC.
WnuTennekt cHuxeH y 20—25 %, UMeloTcA HapylleH!s 3MOIMOHAIbHO-
BOJIeBO#1 chepsl B 50 % ciydaeB. Bmecte ¢ TeM cpenu 601bHBIX CM ObLTH
¢dapaoH DXHATOH, npe3uzieHThl A. JIuHKoBH U 1. e TonIb, My3bIKAHTHI
H. ITaranunu u C. B. PaxmanuHoB, nucarenu X. K. Anzepced u K. M. Hy-
KOBCKUI — JIIOZY, OTJIMYABIINeCS BHICOKMM MHTEJITEKTOM, SMOLMOHAb-
HOCTBIO, Kp€aTHUBHBIM Y HECTAHAdPTHBIM MBIIIJICHUEM.

JAunar"o3. OnucaHo TPY IPOCTBIX NPU3HAKA I OOHAPYKeHHs apax-
HOJAKTUINW: npusHax I nanvya, cumnrom IllTeitn6epra (Steinberg) — I na-

S

6

Puc. 1. TIpusHaku I najnbla 1 3anACTbA:
a — cumnroM LlteiinGepra; 6 — cummnroM Yosikepa — Mepzoka
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ApcenTtbeB Bagum [enHazuesny,
Bapanos Biagucnas Cepreesud,
ITa6anoB Hukonaii I1aBnoBud

HACJIEJCTBEHHBIE HAPYIIIEHUSA
COEJJUHMTEJIbHOM TKAHU

KAK KOHCTUTYLIMOHAJIBHASI OCHOBA

IOJIMOPTAHHOM ITATOJIOTUU Y JETEN

Penaxrop H. H. Amamanenxo
Koppexrop B. B. Ilonymxuna
KomnsrotepHas Bepctka O. B. IIyzazesoii

IToamucano B nedars 07.11.2018. ®opmar 60x88 1/, .
Iley. 1. 15,0 + 0,75 ned. 1. 1B. BKJL.
Tupax 500 2k3. 3aka3 Ne

000 «M3patenscTBO ,,CenJInT s,
190103, Cankr-Iletepbypr, 10-s1 KpacHoapmeiickas yi., 15
Ten./dakc: (812) 495-38-94, 495-36-12
http://www.speclit.spb.ru

Otnevarado B AO «T 8 M3naTenbcKue TeEXHOJIOTUU».
109316, Mocksa, Bonrorpasckuit np., 4. 42, KOpIL. 5, K. 6
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