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YCAOBHbIE COKPALLEHWA

Al — apTepuajbHOe JaBJieHHe

AI® — apeHo3uHaudochar

ATIM  — aHOMaNWA NaNUJUIAPHBIX MBIIII]

A®T  — arperanuoHHas QyHKIMA TPOMOOIUTOB
BA — OpoHXHMasbHAsA acTMA

BI — BereTaTUBHAs AUCHYHKLMA

BP — BOJUTEJIb pUTMA

BCA  — BHyTpeHHAA COHHAs apTepus

TAT — IJIMKO3aMUHOTIMKAHbI

I'b — TUnepToHNYecKas 60ye3Hb

I'M]J] — remopparuyeckve Me3eHXMMaJlbHble NUCIIa3Un
IMC  — runepMoOHIBHOCTb CYCTaBOB (CUMIITOM)
I'mI — reHeTHYeCcKuil moIuMopPusm

I'DP  — racrpoasedareanbHsiil pedIrokc

OBT  — aucKuHe3us OUIMapHOTO TPAKTa

ATP  — nyomeHo-racTpajbHBIN pedIroKe

JOMIII — nedexT MennpeacepIHON MeperopoiKu
IOHK  — ne3okcupubOHYKJIEMHOBas KUCJIOTA
ACT  — pucruiasus COeAMHUTENIbHOW TKaHU
OCTC — pucnnasus coefUHUTEIbHON TKaHU cepALa
AT — JIJIMHA Tejia

NBC  — umemudeckas 60Je3Hb cepala

NMT  — uH[eKc Macchl Tesa

AKKT  — Kelyno4HO-KUIIEYHBIA TPAKT

KII  — XeqyHBIA My3bIPb

KUT' — kapauounHTepBanorpadus

JOK — neBbli XeJyioueK cepaua

JIC — JIETOYHBIH CTBOJI

MAC — MmaJjble aHOMaauu cepaua

MK — MUTpPaJIbHBI KJIallaH cepALa

MIIKT — MuHepasibHas MJIOTHOCTb KOCTHON TKaHU
MT — Macca Teja

M®3 — mynbTUdaKTOPHBIE 3200JIeBaHUS

HACT — HenuddepeHNnpOBaHHAS AUCTITIA3Us COIMHUTENLHOM TKaHH
H3CT — HaciencTBeHHbBIE 3a00JIeBaHuUs COeAUHUTEILHOM TKaHU
HHCT - HaciefcTBeHHbIE HaPYIIEHUA COeAMHUTEIbHOY TKaHU

HO — HeCOBEepLIEHHBIV OCTeOreHe3

HCT  — HeiipocoHorpadus

HTII — HaciencTBeHHAs TPOMOOLMTONATHSA
HIIT — HelipoLMpPKynATOPHAs AUCHYHKIUSA
(0] — 0CTeoIopo3
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OI1 — OCTeoIleHUs

OCA — ob1masi COHHast apTepust

ITA — MI03BOHOYHAA apTepus

DX — IpaBbI¥ KeyodeK cepala

IT1 BCA — IaTOJIOrMYecKas U3BUTOCTb BHYTPEHHEN COHHOM
apTepuu

I[IMK — IPOJIANC MUTPAJILHOTO KJlanaHa

[ITITIM — [epCOHAIM3MPOBAHHAsA IPeIUKTUBHAA [IPEBEHTUBHAS
MeJULIMHA

IITK — MPOJIAIC TPUKYCIUAAJIBHOrO KiIamnaHa

IITO — IIPOJIAIIC Ta30BbIX OPraHOB

[I11P — MoJIMMepa3Has LielHast peakLus

Crc — CHH/IPOM I'MIIepMOOYIIBHOCTY CYCTaBOB

CM — cunapoM Mapdana

CPPX — CHHZIPOM paHHel perosApu3aliy KelyA04KOB

CCC — CeplievyHO-COCyIUCTasA CucTeMa

CT — COeJJUHUTeJIbHAs TKaHb

(OC)! — cuHZpOM Diepca — [annio

TK — TPUKYCNUZAATIbHBIM (TpPeXcTBOpPUYATHII) KIanaH

Y3AT — yJIbTPa3ByKOBas AOMILIEPOrpadus

Yy3U — YJIBTPa3ByKOBOE UCCJIeZlOBaHUE

OB — ¢axrop Buiebpanaa

®dBI — (yHKUUSA BHEIIHErO AbIXaHUS

or/cC — ¢ubporacTpoayoeHOCKONHS

HHC — LIeHTpaJbHasa HepBHAs cUcTeMa

qJiC — YalleyHo-JI0XaHOYHas CucTeMa

III0I1 — IIeHHBIN OT/es T03BOHOYHMKA

o — mesiouHas pocdarasa

DKT — 3JIeKTpoKapauorpadus

DKX — 3KTONUYECKU KpenAluecs Xop/bl

50C — 3JIeKTpUAYecKas ocb cepaua

DxoKT — 3xoKapauorpadus

oar — aJieKTposHILedanorpadus

BMD — bonemineral density (MuHepasbHas IJIOTHOCTb KOCTH)

DEXA — Dual-emission X-ray absorptiometry (aByx3HepreTu-
JecKasi PeHTTeHOBCKast abcopOIMoMeTpHsi, 0CTe0/IeH-
CUTOMeTpPHUS)

MASS-cunzpom — Mitral valve, Aorta, Skeleton, Skin (MuTpanbHBIH Ki1a-
[aH, aopTa, ckeser, koxa; MACC)

OMIM — Online Mendelian Inheritance in Man database
(URL: http://www.ncbi.nlm.nih.gov/omim)
STD — CpeJHeKBapaTUYHOE OTKJIOHEHHEe
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V. Tére «Dayct» (nepesos b. JI. ITacrepHaka)

Kak co ckazaHHBIM He cornacuthbea! JleCTBUTENBHO, 110 Mepe pa3Bu-
THS HAyKU U yJy4lIeHnst MeTOAOB 006cIeJoBaHUs Yel0BeKa, COBepIIeHC-
TBOBAaHWA METOZOB BU3yaJM3allM¥ BHYTPEHHUX OPraHOB, PeTHCTpalU
TeX UJIU MHBIX [TapaMeTPOB XKU3HeesTeJIbHOCTH, 0OMeHa BeleCTB, IMMY-
HOJIOTYECKO! PeaKTHBHOCTY; Pa3BUTHSA MHQPEKTONOTUH, IUTOTeHETHKH,
MOJIEKYIAPHO! reHeTUKY U JPYTUX HayK NIpeXXHUe TUIIOTe3bl U TPAKTOBKU
GoJie3Hell CTaHOBATCS, MO KpaiiHeil Mepe, ycTapeBImMMu. Y mpasza, mo
aHAIOTUK C OObSCHEHHEM TePMHHA <«aToM» (afomos — <«HeIeTUMbIi»)
B noHuManu Jleskumnma u Jlemokpura B V—IV BB. 10 H. 3. U COBpeMeH-
HbIMU 3HAaHUSAMU QU3MKU 06 aToMe pacCy)X/eHHs MeIUKOB JPeBHOCTH
0 posu «besiol U YePHOH Keaur» U T. Il. CTAHOBATCS HeJlembiMi. OHAKO
HeyBa)KeHHe K MPOLUIOMY — IUIEBOK U B HacTosiliee, U B Oyayiee!, yT-
BepXXJAIOIUA M€ He3aBUCMMOrO OT IPOLLIOro, JIAIMb COBPEMEHHO-
IO TOCTWXEeHHs UCTHHBI, YTO SIBJISETCS WIUTIO3Mel, ommbKoil. Beab 1o
CHX NIOpP MeJVKH 110 OKOHYaHMY By3a IPUHUMAIOT NIPUCATY KaK BapUaHT
KJIATBBI [MNnokpara. 3a4acTylo «KapJvK, BCTaBIIMI Ha [1JIe4X BeJIVKaHa,
BUZIUT Jlajibllle BeJIMKAaHA, HO... B HEM HeT OMeHHs I'MTaHTCKOTO Cep/las.
Bhinaroiuiicst oTedecTBeHHbIN 6uosior A. A. JIoOuieB ropapuBai, 4To
TMPOIIIOe HayKU He KJaJ0ullle TUIOTe3, a CKopee coOpaHue HeJ0CTPOeH-
HBIX aPXUTEKTYPHBIX aHCaMObJieil, TpepBaHHbIX MIIH 110 1eP30CTH 3aMbIC-
J1a, AJIA 110 HeZIOCTaTKy CPeZCTB.

OTU MBICIA HEBOJbHO NPUXOJAT B TOJIOBY, KOIZja Mbl IIBITAeMCS M0~
HATb 0COGEHHOCTH MOPQOJIOrMYecKoil MHANBUYaTbHOCTH, a TaAKXKe pe-
aKTMBHOCTH 4eJIOBeKa, ONpeJesioliye, IoueMy OJHH U Te jXe 6osie3HH
IIPOTEKAaIOT Y Pa3HbIX JII0Zel 0-pa3HoMy. CTaHZapTHBIN OTBET — HEIOB-
TOPUMOCTb MHIVBUZyaIbHOM TeHeTUKHY YesloBeKa. 1 ¢ 9TMM HeBO3MOXXHO
He COraacuTheAa. OfHAKO MeXly KOMIIO3UTOPOM, HAIIMCABIIVM [eHUaJlb-
HOe COYMHEeHMe, U CIyLIaTeNs MU CTOAT UCIIOJHUTENN U JUPWXKep, KOTO-
pble B 3aBUCMMOCTY OT Pa3HO CTeNeHU JYXOBHOU U My3bIKaJIbHOM KyJIb-
TYPBI IOHOCAT WX He JOHOCAT 3aMbICell aBTOPa.

Bonee 80 ner Hasan akazmeMUKOM AJIEKCAaHIPOM AJleKCaHApPOBUYEM
Boromorbiiem [57] 6bi1a chopMynTMpoBaHa KOHLEMIMS COeANHUTENb-

! TIneBaTh — «AypHas NPUBBIYKA... CTABUTH HU BO UTO, HeGpeyb YeM, pe3nuparh Koro»
corynacHO «ToJIKOBOMY CJIOBapIO KMBOT'O BEIMKOPYCCKOTO sA3biKa» B. M. [lans.
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Hoil TkaHu (CT) Kak «Qusnosorudeckoil cucreMbl». OH BCeCTOPOHHE
paccmorpen cBa3b CT ¢ peakTMBHOCTbIO, KOHCTUTYIMeE!N, BOCIaleHeM,
UMMYHUTETOM, 3HJIOKPUHONATUAMY, pereHeparnyeii, pakoM U CTapeHreM
¥ TIPHILIEN K BBIBOZY, YTO UMEHHO QyHKIMOHANbHOe cocTosiare CT ompe-
ZieJisieT MHAVBU/YaIbHOCTb, COCTOSTHYE 37I0POBbSI MJIM O0JIe3Hb YeIoBeKa,
Ha3BaB CT <«kopHeM Te/108eKa... KOHCMUMYUYUOHANLHOU 0A30U OP2aHUIMA».
Eme psiZi Ba)KHBIX MbICTIeit ObUT BhicKa3aH A. A. BoroMmosblieM B Havyase
XX B. 1 Kacaucsi «KOJIOCCATbHOTO BIMSHUSA HapyIleHWi MPaBUIBHOTO
xumu3Ma CT Ha ob1ee cOCTOsSIHUE OpPraHU3Ma». DTH MBICIM — O OUOXH-
MUYEeCKOM WMHAMBUYaJbHOCTH, O KeJlaTelbHOCTU 3HAHUSA <«UHAWUBUAY-
aMbHOU GopMyIbl 0OMeHa BelecTB» [57] — HalUIM CerofHs OTpakeHKe
B TIOJIOKEHHUSAX COBPEMEHHO! IreHeTHKH O TeHHBIX CeTAX U MOIUMOphU3-
Me FeHOB, OTIpe/IeSISIOIMX OMOXUMUYECKHiA MPOGHIIb KAXKIOT0 YeJIoBeKa.
A. A. Boromorer moHMMaJ BaXHOCTb 1eJIOCTHOTO TT0/1X0/]a K TOHUMaHUIo
6osbHOrO 1 posu B 3ToM CT. «MbI CTOMM Ha NPaBUJILHOM MyTH B CTPEM-
JIEHUSIX CUHTETUYEeCKO! TPAKTOBKY MHMBU/yaTbHBIX 0COOEHHOCTEN Ye-
JIOBEYeCKOro opraHu3mas»,— IMucaj OH. YTpaTui i CBOe 3HaueHue 3TOT
MeTO/I0JIOTUYeCKUi MPUHIMIT L[eIOCTHOCTH cerofHsa? Ha Hamr B3raAz,
Her.

B akroBoii peun akazgemuka AMH CCCP M. C. Macsosa, mpousHe-
ceHHoi1 25 nekabpst 1960 r. B BoeHHO-MeAUIIMHCKOI aKa/leMHH, CKa3aHo:
</ KaK HeT Ha CBeTe ABYX JIIOfieil, abCOTIOTHO APYT Ha JIpyra MOXOXKHX
110 MOp¢OJIOruUecKUM CBOMCTBAM, TaK JKe HEeT Ha CBeTe IBYX WHIMBU/IOB,
y KOTOPBIX abOCONIOTHO BCce TOKa3aTenu (0COOEHHO (YHKIMOHATbHbIE
1 GMOXUMIYecKre) ObUIM Obl UEHTHYHBL.. B CYIIHOCTH roBOpS, Kax-
IbII HOpMaJIbHBIN MHAWBUZ, IPE/ICTaBsAeT B OTHOLIEHNY ONpe/ieJleHHbIX
TNIOKa3aresieil TO WM MHOe OTKJIOHEHWe OT CpefiHell HOpMbl». Muxauin
CrenaHoBnY, Tak Xe Kak A. A. boromorel, cBA3bIBaJ 3TO C UHAUBULY-
anbHBIMU ocobeHHOCTsIMU CT.

CT onHOBpeMeHHO BBIMIOJHSAET 5 QYHKIMIL: 6OMeXaHIYeCKyIo, TPO-
dudeckyro, 6apbepHYI0, IIACTUYECKYIO 1 MOPOreHeTHIecKyto. IIoaToMy
TIOHATHO, YTO Ha MpPOTsKeHUH XX B. ObLIM MpPeANpPUHATHI HEOJHOKpAT-
HbI€ TOMBITKY CBSI3aTh OCOOEHHOCTH KOHCTUTYLUM W PEaKTUBHOCTHU Ye-
JIoBeKa ¢ MOPOJIOrUIecKMMY ero ocobeHHOCTsIMU. Hanbosee THITMYHOM
sBisiercst pabora Jx. TonHepa «CBsi3b TeIOCTOKeHUs ¢ GU3HoIOruIe-
CKUMU QYHKIMAMH, 60JIe3HAMU U TIOBeJieHreM» B 00CTOSITeNIbHOIN KHUTe
«Bbuonorus yenosexa» [242]. B To xe Bpemsa Anexcannp ®enoposud Typ
B pabore, onmy6JIMKOBaHHON B COOpHMKe «BOMpOCH reHeTnyeckoii ped-
JIeKCOJIOTUH U T1e/I0JIOTUN MJIafieHuecTBa» [66], nucan: «BrosHe oljeHu-
Basi pOMajiHOe 3HaueHue U OOJbIIO MHTepec u3ydeHusi GOpM IeTCKOro
Tesia, ObLIO OBl OMIMOOYHO CTPOUTH KIAacCUPUKALUK TUTIOB JIeTeil Ha OC-
HOBAaHUM JIMIIb aHTPOIIOMETPUYECKHUX JAaHHBIX. Beskas kimaccudukanys,
0a3upyIONIascs UL HA YYUTHIBAHMU KaKOTO-JMOO OJHOTO MOMEHTA,
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Oyab To MopdosoruyecKkue WM JUIIb OJHU OMOXUMUYecKUe, Ui 6uo-
dusuyeckre ocobeHHOCTH pebeHKa, obpeyeHa Ha OJHOCTOPOHHOCTD, He
OyzeTr UMeTh PAKTUYECKOTO 3HAYEeHHUsI U, CJIeJOBAaTeIbHO, OKa)XeTcsl He-
’KU3HeHHO!. TOJbKO BCeCTOPOHHee MO3HaHWe peOeHKa, HauMHAs OT ero
BHeIIHeil (pOpMbI U KOHYAS IJTy0OYalIIMMKU XUMUIECKIMU MTPOLIeCCaMH,
MMeIOIMY MEeCTO B ero OpraHuM3Me U TKaHAX, /laeT BO3MOXXHOCTb IIpa-
BUJIBHO OLIEHUBATh QYHKIMOHAJIBHYIO CIIOCOOHOCTD OT/IeIbHBIX OPTaHOB
Y BCET0 OpraHKU3Ma B I1eJIOM».

Bo Bropoii nonoBuHe XX B. cHOPMUPOBANOCH ydieHUe O GOJe3HAX
CT kax HacJeACTBEHHBIX, TAK 1 UMMYHOIIATOJNIOTMYeCKUX (UX MOHavany
Ha3BaJu KoJulareHo3aMM). Pa3BuTHe Hayku NpUBeJO K MOABJIEHUIO HO-
BBIX METO/IOB BU3yaJM3allii BHYTPEHHUX OPTaHOB ueyloBeKa (Ipexre
BCEro, COBepIIeHHO 0Oe30MacHbIX YJIbTPAa3BYKOBBIX), U BO BTOPOIi T0JIO-
BHe XX B. crana eme 6ojiee 04eBUAHOM OGeCKOHeYHAash aHATOMUYECKast
MHIVBU/YaJbHOCTh 4YeslO0BeKa, Kacalolascd CaMbIX pa3HbIX OpPraHOB.
Ecnu B KJIacCUYeCKON KHUTe «DBOJIIOLMOHHO-TeHEeTHYeCKre mpo0ieMbl
B HeBponarosnoruu» [93] Cepreit HukomnaeBud JlaBuzieHKOB cHopMyu-
pOBaJl IpeficTaBIeHNe O MaJlbIX AHOMAaJIUAX Pa3BUTHA U HaJIU4Me 5 aHO-
Masuil JIMTebHO CUMTAIN SKBUBAJIEHTOM BPOXXKJE€HHOTO OPOKAa Pa3BU-
THS BCJIEACTBYE SMOPUOpETONaTuy, TO IPH YILTPa3BYKOBOM BbISIBIEHUN
0C0OEeHHOCTell CO CTOPOHBI Pa3HbIX OPTaHOB Ha MOPOTe BEKOB MX CTAJU
pacieHUBaTh Kak NIpU3HaKy AUCIIIa3uu coeinHuTenbHOM Tkauu ([ICT).

Hacrosimasgs MoHOrpadus COZEPXUT pe3ylbTaThl HCCIeNOBAHMIA
B TIOCJIeZIHUE IOJITOpa JleCATUIeTUsl COTPYAHMKOB cTapeiiieil B Poccun
u B EBporne kadeznpsl ferckux 6ose3Heit um. M. C. MacnoBa Poccuiickoit
BOEHHO-MeIMIMHCKOI akagemun uM. C. M. KupoBa 1o npo6iemam suc-
IJIa3UU COeJUHUTEbHOM TKaHU.

YuutbiBasi T0, 4T0 CT SABJAETCH <KOHCMUMYYUOHANbHOU 6a301 opea-
Husma» [57], ucrons3ys repmunonoruo M. C. Macnosa [174], [ICT, no
HallleMy MHEHUIO, SIBJISETCS «AHOMANuell Ui 0C0GEHHOCMbI0 KOHCIMUMY-
yuu». CyllecTByeT CIIpaBe/IiBOe MHeHHe, BbICKa3aHHOEe JIOIIeHTOM Ka-
¢denprl FOpuem CremanoBuyeM CepreeBbiM [210] o 1iesecoo6pa3HOCTH
KOHCTaTallM¥ B IMAarHo3e, IOMUMO OCHOBHOTO U COMYTCTBYIOIIETO 3a00-
JIeBaHWH, B OTJeJNbHOI pyOprKe «KOHCTUTYLHMOHANIbHbIE 0COOEHHOCTH,
He TpaKTyeMble KaK [1aTOJIOTHYecKue IpU3HaKU».

JIroOble Cy)X/ieHVs O KHUTe, B TOM YKCJIe ¥ KpUTHYecKue, OyayT BOC-
TIPUHSATBI aBTOPAMH JIMIIb € 6J1ar0JaPHOCTHIO.



BBeaenune

CocraBnss 0koy0 50 % Macchel Tesa, COeMHUTebHAsA TKaHb 00pasy-
eT OTIOPHBII KapKac (CKeseT) ¥ HapyXHble HOKPOBHI (KOXY); opMupyer
C KPOBBIO 1 IUMOIi BHYTPEHHIOIO CPe/ly OPraHM3Ma; y4acTBYeT B peryJis-
111U MeTaboTNYecKuX U TPOYUUECKUX MPOIECCOB.

KrneroyHble 31eMeHTBl COeAWHUTENBLHONW TKAaHU Mpe/CTaBIeHbl
¢ubpobracTaMut U UX Pa3HOBUAHOCTAMU (0CTE0OIACTaMU, XOHIPOIUTA-
MH, OIOHTOOJIaCTaMH, KepaTobacTaMu), Makpodaramu (THCTHOLUTAMU)
¥ TYYHBIMH KJIeTKaMM (TabpouuTaMu). DKCTPALeJUTIONAPHBIA MaTPUKC
IpescTaBleH BOJOKHAMU 3 THUIIOB: KOJIIar€HOBBIMH, PETUKYJISAPHBIMU
¥ 3nacTuuHbIMU. CT BBINONHSAET 5 OCHOBHBIX (YHKIMIA: GOMeXaHUdec-
Kyl0 (ONOPHO-KapKacHyw), Tpoduyeckyto (MeTabonuyecky), 6apbep-
HyI0 (3aIUTHYIO), IJIACTYECKYIO (perapaTuBHYIO) U MOpQoreHeTHIeC-
KYIO (CTPYKTypHO-00pa30BaTeNbHYIO).

OCHOBBI y4eHMS O KOHCTUTYLIMM B ero COBPeMEHHOM BHJie B Ha-
meil crpaHe 3ajoxeHbl A. A. BoromonbneM B NaToQu3HOIOTUH
u M. C. MacnoseiM B neguarpun. M. C. MacyoB NOHMMaJ KOHCTUTY-
IMI0 KaK COBOKYIHOCTb HACJIeICTBEHHBIX M NPHOOPETEHHBIX CBOWCTB,
OIIpeZleNIAONIYI0, KaK UMEHHO OpPraHu3M pearupyeT Ha JeliCTBUe cpefpl,
OH )Xe BbIIIeNIUI status degenerativus, ONKACAB IIPU STOM JUCIUIACTUYECKUI
denotun [174]. A. A. BoroMoren cyuTan 6a30ii KOHCTUTYIIUU OPraHU3-
Ma (QU3MONOTUYECKYI0 CHCTEMY COeJMHHUTENIbHON TKaHW, MOJYepKUBAI
3Ha4YeHVe Me3eHXMMbI B 00pPa30BaHNK KOHCTUTYLMIOHAIBHBIX Pa3Iuduit
¥ GOpMUPOBAHUM 370POBBS WM OOJIE3HU, BB Me3eHXUMaJbHbIe
TUIBI KOHCTUTYIUHM W YIOMUHAN O (pOPMUPOBAHUM JUCIUIACTUYECKOTO
tvna [57]. MeseHxnMa — MPOBOAHUK KOHCTUTYILIMOHAIbHBIX, [eHeTHYeC-
KX U 3NHWI'eHeTH4eCKUX COCTABIAIONINX )KU3HU 4desloBeKa. V3MeHeHUA
CT oka3bIBaIOT OIpefiesisAollee BIMsHUE HA BeCb OPIaHU3M B L[eJIOM, Ha
ero GU3MONOTUYeCKUH TUII U ero0 KOHCTUTYHUIO. [IOHATHEe KOHCTUTYLUH
He MOXeT OBbITb OrpaHIYeHO MOHATHEeM QyHKIUM reHoMa. Bazoii, ompe-
IensAoNIell KOHCTUTYLIMOHAIbHBIN TUII OpTraHu3Ma, SABAeTCs Gpu3noso-
rudeckas cucrema CT. I[TosToMy u3ydeHue (U3MOJIOTUH U NATOJIOTUH
COeZIMHUTeIbHOY TKaHU NMeeT IIepBOCTeNeHHOoe 3HaYeHue [57].

HacnencTBeHHbIe HapyLeHus coeauHUTeNbHOM TKaHu (HHCT) —
reTeporeHHasi rpymnmna 3ab0s1eBaHuid, 0OYCIOBIEHHBIX MyTAlUSIMU TeHOB
0eJIKOB BHEKJIETOYHOT'O MaTPHKCA MJIY TeHOB OeJIKOB, y4aCTBYIONINX B MOP-
¢oreHese coefrHUTENBHOM TKaHU [112].

JAucnnasuu coeguHuTenbHod TKaHu ([CT) — nHapymenus CT
MyJIbTU(QAKTOPHOU NPUPOABI, 00beMHEHHbIE B CHHAPOMBI U (HEHOTHU-
Ibl Ha OCHOBe OOIIHOCTM BHENIHWX U/WJM BUCILEPAJbHbIX MPU3HAKOB
[112]. Tepmun ICT BBenen [Turepom Beiitonom (P. Beighton) B 1988 1.
B Poccuiickoit @enepanun oH 6611 mpusHad B 1990 r. Ha KOHepeHIMN
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B OMcke. JlaHHas 06J1aCTh MeVIIMHBI OCTAeTCs MAJIOM3y4eHHO! BCilen-
CTBYE TOJIMMOP(PHOCTH KITMHUIECKOW KaPTHHBI, CJIOXHOCTHU JUArHOCTUKH
u nedenusd. Tak kak CT cocraBnser okoso 50 % maccel Tena, [ICT varme
MMEIOT pacIpoCTpaHeHHbIH XapaKTep, pexe — JIOKaJbHBIN ¢ TpenuMyle-
CTBEHHBIM TTOPAXKEHNEM KaKUX-JIMOO0 OT/IeJIbHBIX OPTaHOB U cHCTeM. JIist
3TUX 3a00JIeBaHUIl B MeAMATPUYECKOI MpaKTHKe XapaKTepHa BBICOKAs
YaCTOTa, BBIPAKEHHBIM KIMHIMYECKUH MOMMMOPQU3M, CIOXHOCTh Iua-
THOCTUKY U JIeyeHusl.

YacTo BO3HUKAIOT 3aTpyAHeHUs mpu 3amudposke JCT B ucTOpusax
6one3uu u oryerax. [To MKB-10 JICT moryT 6biTh OTHeceHb!I K XIII kiac-
cy («boJye3Hr KOCTHO-MBILIEYHOM CUCTeMbI U COeJUHUTENIbHOM TKaHU» ).
Hampumep:

M35.7 — «runepMoOUJIbHBIN CUHAPOM Pa3bOJNTaHHOCTH, M3JIHUIIHEH
HO/IBYDKHOCTH »;

M35.8 — «zipyrue yrodHeHHbIe ccTeMHble opaxeHus CT»;

M35.9 — «cucremHble nopaxxenus CT HeyTOYHeHHbIE».

Takue metu HabIIONAIOTCA y PA3MMYHBIX Y3KUX CIENUAIUCTOB, KO-
TOpble Ha3HAYaloT CBOe JiedyeHue, TI0POil HeCBOeBpeMeHHOe U He Jatoliee
oxunaemoro 3¢dexra. PeGeHKy BBICTAaBIAETCS MHOKECTBO AWAarHO30B,
HO OTCYTCTBYeT OCMBIC/IeH/e [IaTOJIOTUY OpraHu3Ma B 1iesioM [186].

BHacrosuiee Bpems B Poccuiickoit @enepanyu v crpanax CopyxecTsa
chOpMHPOBAJIOCH HECKOJIBKO [IEHTPOB U IIKOJI TI0 M3y Y€ HUIO Pa3INYHbIX aC-
nexToB po6siembl [ICT: Mocksa (B. @. [lemuH, A. H. CemsiukuHa), CaHKT-
ITerepbypr (D. B. 3emuoBckuii, T. Y. Kanypuna), Teeps (C. ®. THycaes),
Vanoso (B. B. Yemopanos, E. E. KpacHosa), Omck (I. V. Heuaesa,
U. A. BuxtopoBa), bapuayn (3. C. bapkaras, A. B. CyBopoBa), MUHCK
(E. JI. TpucseroBa), JIyrauck (3. B. Hecrepenko). ViccnenoBaTesnu pasHbIX
IIKOJI HepeJIKO TPaKTYIOT TePMHUHbI U KJIMHUYeCKue JaHHbIe T10-CBOEMY,
B pe3yJIbTaTe 4ero HabJIFOAAI0TCS Pa3IMius B AUarHOCTHKE U BHIBOJAX.

Kpurepun or60pa 6071bHbIX ¢ JICT HEYETKU U Pa3MbITBI: OIHU UCCTIe-
ZI0BAaTeJIM He OMKCHIBAIOT MPUHLMIIOB (OPMHUPOBAHUS BBLIOOPKHU, JPYTHE
GepyT 3a OCHOBY HECKOJIbKO (peHOTUNUYECKUX MPU3HAKOB WU UCCIIENYIOT
OOJBHBIX C MPOJIANCOM MUTpaibHoOro KnamaHa (IIMK), runepMo6uibHOC-
Tb10 cycTaBoB (I'MC) u apyrumu npossaenusamu JICT. ViccienoBareny He
6a3upyIOTCS Ha eAMHON TEPMUHOJIOTUM U KPUTEPUSX TOCTAHOBKH JIUArHO-
3a. B Poccuiickoit @eziepaniny KOOpAVMHUPYIOMUM HayYHBIM 3B€HOM B BOII-
pocax cucreMatu3anuu JaHHbIX 0 HHCT cTasna HayyHO-KCCiejoBaTeNIbCKas
NabopaTopusi COeIMHUTETbHOTKAaHHbBIX Auciiasuii GesiepasbHOTO IEHTpa
cep/iua, KpOBY U SHAOKPHHOJIOrMH UM. B. A. AnmasoBa Bo riaBe c mpodec-
copoM BDpyaproM BennamyHOBHueM 3eMIOBCKUM. IIo ero MHMIIMATHBE
B 2007 T. ObLIM CO3ZIaHBI KOMUTET 3KCIEpPTOB U paboyasi rpymma mo ¢pop-
MHPOBAHUIO COITIACUTENILHOIO JIOKYMeHTa Ha ZlaHHylo TeMy. Poccuiickue
pexoMmeHganuu «HacnencTBeHHble HAPYLIEHUS COEAWHUTENBHON TKaHU»
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yTBep X zeHbl 1 n3aaHbl B 2009 1. [182]. B Hos6pe 2012 1. ocsie yTUTENBHO-
ro 00CyX/ieHus1 U coryiacoBanusi Ha VII KOHrpecce TepareBTOB yTBepIKIeHa
HOBas pefjakLus POCCUICKUX pekoMeHzanuii «HacmescTBeHHbIe Hapyle-
HUS COeJUHUTEILHOU TKaHu» [183].

KoopanHaTopoMm ucciejoBaHuUM M HayYHBIX MEPONIPUATHUI Cpesu Te-
nuatpoB sBistetcs mpodeccop Cepreit @efoposud [Hycaes, 3aBenyoIIMit
kadenpoi neauaTpun TBepCcKOW roCyAapCTBEHHON MeIVLIMHCKON aKaze-
MWU, M3BECTHBIH CBOMMHU paboTaMu 10 0COOEHHOCTSIM (QYHKI[IOHUPO-
BaHUA cepAedHo-cocyauctoi cucreMbl (CCC) U Xenyno4HO-KUIIEYHOT0
tpakta (JKKT) npu ICT.

ABTOpPBI IPUHUMAJIH YYacTUe B OOJBIIMHCTBE TAKUX HAyYHBIX GOPY-
MOB, IPOBOJIMMBIX B Hallleii cTpaHe. Psi/i U3 HUX coueTascs ¢ 00CyxKaeHreM
U pe/lakTMPOBaHNEM POCCUHCKUX peKoMeHJalui. B JaHHOM ZIOKyMeHTe,
KaK ¥ BO MHOTHX Hay4HbIX paboTax, MpOC/ieXXuBaeTcs uziesi HeoOXOau-
MOCTHY COBEpIIEHCTBOBAaHMSA U COTJIACOBAHUS KpUTepHeB B MEPBYIO OdYe-
penb KIMHUYEeCKOH, GeHOTUIMYeCcKOi AUarHoCTUKU. ToNbKO Ha ee 6ase
MOXHO cpOpMHUPOBATH OZHOPOJHBIE IPYIIILI JIs TPOBE/IeHNs AabHeN-
IINX UCCTIe/I0BaHUM, B TOM YKCJIe TeHeTHYeCcKUX.

MHOroKpaTHO 00CYXIaluch BOMPOCHI MPUTOJHOCTH K BOUHCKOM
cnyx6e monozbix mozei ¢ ICT. HemocpeacTBeHHO 3TO He BXOHT B KOM-
HeTeHINI0 NeJMaTpoB, HO MPUIKCHOE OCBU/eTelbCTBOBAHME U IOCTa-
HOBKY Ha BOMHCKUH y4eT IOHOIIU [TPOXOJAT B 16—17 jier, ele B eTCKOM
BO3pacTe, ¥ BO3pacT MpHU3bIBa BIJIOTHYIO NPUMbIKAeT K BepXHeill rpaHu-
Ile mepuoja ZeTcTBa. B Hacrosiiee BpeMA B «VIHCTPyKLUH O HOpsAKe
npoBesieHNsi BoeHHO-BpayeOHO! 3KcrepTu3bl B BOOPYKEHHBIX CHaX
Poccwuiickoit @ezepanyn» HHCT He QuUrypupyroT, UMeIOTCS JIUIIb YIIO-
MUHaHUS O HEKOTOPBIX OPTOINeANYeCKUX M KapAUOJOTUUeCKUX UX Mpo-
siBieHusix [118]. VIMeHHO ¢ 3TO¥ 1ieJIbI0 MbI ¥ TIPOBOJIMIIM 06CIIe/[OBaHIEe
TMIOJIPOCTKOB — BOCITUTAHHUKOB JIOBY30BCKMX BOEHHBIX y4eOHbIX 3aBefe-
uuit. CKpuHuHroBas auartoctika JICT mMoxeT ObITh pa3paboTaHa u Jijist
IPU3bIBHUKOB.

BecHoii 2012 1. B cpefcTBaX MaccoBoi MHpoOpManuu GYpHO 00CyX-
JlaJIICh UTOTY AucHaHcepu3anuu 26 864 noapoctkoB CaHKT-IleTepOypra
B Bo3pacTe 14 siet. B cTpyKType 3a60JieBaeMOCTH TIepPBOe MeCTO 3aHUMAIOT
6osie3Hn opraHoB mumieBapenus — 18,09 %, BTopoe MeCTO ¢ He3HAH-
TeJIbHBIM OTPHIBOM — 60JIe3HU KOCTHO-MBILIEYHOU CHCTEMBI U COeJIMHU-
TesbHOI TKaHu — 17,18 % [132]. [To 06uepoccHiickuM IaHHBIM, M3J10-
KeHHBbIM aKazieMukoM A. A. BapanoseiM B 2012 r. B nepeioBo¥ CTaThe
106usIeiiHOro HoMepa xypHana «[leguaTpus», Belylleil IPUYNHON He-
TOZIHOCTY K BOEHHOIA CITy0e ABJIAITCS 60JIe3HN KOCTHO-MbIIIEYHOM CHUC-
TeMBI U COe/MHUTENbHOM TKaHU (17,9 % HeronHsbix). 3a6oneBanus KKT
3aHUMAIOT B 3TOM IepeyHe 3-e MecTo (10,5 %) Bcrien 3a MCUXUYECKUMU
paccrpoiictBamu (16,2 %) [33].
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B nocyenHee BpeMsi IpeIMETOM 0OCYXIEHUS CTAJIO BbIJENeHHe JIVC-
IJIACTUYECKUX CHHZPOMOB U (EHOTHUIIOB, BBe/IeHHe KOTOPBIX B KJIIMHUYE-
CKYIO TIPAKTHKY TO3BOJISIET CY3UTh TPAaHUIIbI prMeHeHus TepmMuHa JICT
Y YTOYHUTb HO30JI0TM4ecKyto npuHazaaesxxHocts HHCT [108].

Mertoauyeckue pekoMeHalmy «HacseicTBeHHble HapyLeHns COeIHU-
TelbHOH TKaHu» [182, 183] mpensnaratot BeiHOCUTH JICT B KayecTBe COITyTC-
TBYIOIIETO IMarHO3a, II03TOMY MBI ITpeJijlaraeM CUMTaThb laHHble KOHCTUTY-
LIMOHAJIbHbIe 0COOEHHOCTH CBOEro posia GOHOBOIA MATOJIOTHEl, KIMHUYeC-
KO# CUHTpOIHEH, T.e. KOMIUIEKCOM 00JIe3Hell, IMEIONIX OJMHAKOBYIO MJIN
CXOJIHYIO MOJIEKYJISIpHO-TeHeTH4YecKyIo OCHOBY IaToreHe3a [196—198].

C HapyumeHusiMM YHKIUHM T€HOB, KOAMPYIOIUX OOMeH BellecTB
B CT, conpskeH pAA KIMHAYECKUX CUHTPONMM. C reHeTHu4ecKou TOYKH
3peHus Jydile M3ydeHbl Takue MyJAbTH(aKTOpHble cMHTponHble ¢ [JCT
COCTOSIHUA, KaK ITpoJarc Ta3oBblx opraHoB (IITO) u moctMeHonay3ab-
HbliA ocTeonopo3 (O), HECKOIBKO XyXe — CHH/POM TMIepMOOUIBHOCTH
cycraBos (CI'C). V3y4eHue npyrux acrnekToB myabradakTopHbix [ICT Ha-
XOZIUTCA B 3a4aTOYHOM COCTOSIHMU. HeiocTaTOYHO M3ydyeHa B3aUMOCBA3b
MeXZly BHemHNME QeHoTummdeckumu npusHakamu [JCT, ocobeHHOCTS-
MU MOPQOJIOTUH U CTPYKTYPhI BHYTPEHHUX OpraHoB. OcTaeTcsi HesSCHBIM
BOIIPOC O 4aCTOTe U KJIMHWYeCKON 3HaYMMOCTHU OTZeJbHBIX MaJblX aHO-
MaJsuii, a TakKe O COYeTaHWU BHEUIHUX MTPOSBJIEHUI JUCIIaCTUYECKOro
CHH/IpOMa C XapaKTepoM U CTelleHbI0 BOBJIE€YEHHOCTH IIeHTpalbHOM He-
pBHoii cucremsl (LTHC), BeretaTBHOTO OT/lesia HepBHOM cucteMbl (BHC)
Y BHYTPEHHUX OpPraHoB B cucTeMHyto narosoruto CT [96].

IMonynauuonHasa yacrota [JCT He nM3yyeHa, XOTS BCTPEYAlOTCA OHU
3HAYUTENIbHO Yalle MOHOreHHbIX popm. ITo nanHbM U. A. BUKTOPOBOI,
nauueHTsl ¢ [ICT B 6 pa3 yaine 06palialoTcs 3a MeUILIMHCKO!N TOMOIIBIO.
Y 81,5 % nereii ¢ ICT poACTBEHHUKY UMEIOT CXOIHbIe (peHOTUITUYeCKIe
NPOsIBJIeHNsA, KIMHUYeCKask KapTHHA 3a00JIeBaHUST XapaKTepu3yeTcs Mo-
JIMOPTaHHOCThI0. MaKCHMabHBI MPUPOCT TPU3HAKOB HAOJIOAAETCS
B MOZPOCTKOBOM BO3pacTe, HAUOOJIBIIYIO [IEHHOCTh UMEIOT KOCTHbIE Ha-
pylIeHUs:: 0COOEHHOCTH CTPOEHUSI U aHOMAJIUK TPYAHOM KJIETKU U M03-
BOHOYHUKA |64, 65]. BbIcoKasd yacToTa OHOTUITHBIX HapyllIeHui cBuje-
TeJIbCTBYET O MaTOTeHeTHYeCKON OOIIHOCTH ¥ 03BOJIsIET pacCMaTPUBATh
UX KaK CUHTPOIHBIE, T. €. UMeloll[ie B CBOel OCHOBe CXOJIHbIe WU TOX-
JleCTBEHHbIE MOJIEKY/ISIPHbIE HapyLIeHUs MeTaboudecKux cerei [199].

Heob6xoaumocTb u3ydenus 60bHbIX ¢ [ICT MpoANKTOBaHA CJIOKHOC-
TSIMA ZWArHOCTUKHU, OTCYTCTBHEM YeTKUX KPUTEpUeB U MpeJCTaBIeHUi
00 3THONOTUM U 3aKOHOMEPHOCTSIX HacJeOBAHUS MYJIbTU(PAKTOPHBIX
JCT, HesACHOCTBIO B OLIeHKe TSKeCTH KJIMHUYeCKUX NposABNeHu. Y nereit
vacrota /ICT noykHa ObITh BbIle, a AU(depeHINPOBKA Pa3TUYHBIX [IHC-
IJIACTUYeCKUX (PEeHOTHIIOB CJI0KHee, TaK KaK OHHU IIOJHOCTBbI0 GOPMUPY-
I0TCS [10 OKOHYaHMY [Iepro/ia ZIeTCTBa.
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CoBpeMeHHble MMMYHOTUCTOXMMUYECKME U MOJIEKYJIApHO-TeHeTu-
JecKue UCCIIeOBaHNS B OOJIbIIMHCTBE CIy4aeB IOPOTH M MAJIOAOCTYIIHBI,
YTO JleslaeT 3HaHe KIMHUYeCKUX NPU3HAKOB U aJITOPUTMOB IMaTHOCTUKU
JICT ocobento BaxkabiM [108, 112]. Tax, HampuMmep, faxe B 6ojee aua-
THOCTUYECKU TIPOCTBHIX CJIy4asx MOHOTEHHBIX 3a00JIeBaHUI TOJBKO ISt
reHa pubpusuHa-1 (FBNI Ha 15q21.1) usBectHo 60siee 1000 mMyTaiuii.
I[Tpu 3TOM MOJTHO# KOPPEJISALIY MEX/y TeHOTHIIOM U pEeHOTUIIOM 0OHapY-
XUTb U He yAaJIOCh — OZIHU U Te Ke MyTaluu BbI3bIBalOT CM, ceMeiHy0
SKTOIMIO0 XPYyCTajWKa, CeMeWHYI0 aHeBpU3My aopThl, MASS-cunipom,
cuuapomsl Ilnpunriena — Tonbabepra u Beiina — Mapkesanu [355].
B cuHTe3e 27 TUNOB KoJiJlareHa NPUHUMAIOT ydacTue 42 reHa, OmMCaHO
6osnee 1300 myrauuii B 23 u3 Hux. PazHooOpasue MyTaiuii U ux ¢peHo-
TUNWYECKUX MPOABJIEHUN YCIOXHAET AWAaTHOCTUKY. MHOTOYMCIIeHHbIe
¥ OYeHb NPOTSDKEHHbIEe 10 pa3Mepy TeHbl KOJUIAr€HOB, OCOOEHHOCTH
CTPYKTYPBI U PEryyisluy GyHKIUK reHOB, KOHTPOIUPYIONIUX CUHTe3 Ge-
KOB COeZIMHUTENIbHOM TKaHU U INIMKOIIPOTEMHOB BHEKJIETOUHOTO MaTpUK-
ca, Ipy BecbMa CXOJJHBIX KOHEYHbIX KJIMHUYECKUX TPOSABIEHUAX UX My-
TalUi CO37aI0T Cepbe3Hble MeTOANYeCcKre TPYIHOCTH A MOJIeKy I PHOM
muarHoctuku JICT [37—41].

ITpu HHCT, BbI3BaHHBIX /le()eKTOM Pa3HbIX I€HOB, OTMeYaeTcs CXOA-
Has KJIMHUYecKas CUMITOMAaTHKa, MOSBIANTCA CTPYKTYpHbIe M3MeHe-
HUs1, 00YCIIOBJIEHHBIE TIOTEPSIMU TIMKO3aMUHOTJIMKAHOB M OKCUITPOJIMHA,
B pe3yJibTaTe cofiepkaHue rManypoHoBoit KucaoTsl B CT cHuxaercs, oHa
TepsieT MPOYHOCTb U 37aCTUYHOCTh. PeHoTUnMYecKre U OpraHHble Mpo-
SIBJICHUS 3aBUCSAT OT TOTO, KaKas TKaHb MOpakeHa OOJIblle — IIOTHAS
WY pbixjas. [l BapuaHTOB C IperMyLieCTBeHHbIM NTOpakeHneM pPhIX-
JIOM TKaHU XapaKTepHbl U3MeHeHUsl CO CTOPOHBI KOXU (MCTOHYeHNe, T1-
1ep3J1aCTUYHOCTD ), YMeHbIlleHre MBIIIeYHON MacChl, IaTOJIOTHs OPTaHOB
3peHus, HePBHOI, CepiedHO-COCYAUCTOM U IbIXaTebHOM CHCTeM, OYeK,
HapylleHue perapanuu TkaHeil. [TopaxeHue mwioTHoi odpopmieHHoi CT
MaHH(pecTUpyeT 0COOEHHOCTSIMU CTPOEHHs CKeJleTa U BKJTI0YaeT acTeHuU-
YecKoe TeJIOCTIOXKeHHe, JJOJIMXOCTeHOMEIHNI0, apaXHOJaKTIIINIO, edop-
MallMIo IPYJHOH KJIeTKH 1 T03BOHOYHUKA, IJIOCKOCTOIHE.

Crnoxuocts auarHoctuku [ICT ycyry6isieTcsi OTCYyTCTBUEM TOYHOTO
ompeJieJieHUsT XapakTepa W KoiudyecTBa (CriequpUIHOCTH) MPU3HAKOB
[294]. B nuTepaType MUPOKO MpecTaBieHbl pabOThI, Kacalomuecsi 0co-
GeHHOCTe#1 cepALa, OpPraHoB JibIxaTeNbHOU crcTeMsl, JKKT, movek, KpoBH,
HepBHOH cucTembl pu JICT. Kak npaBusio, OHM IPOBOAATCA CIeLUanC-
TaMH COOTBETCTBYIOIIero npoduis. BMmecre ¢ TeM KpaiiHe peiko BCTpeya-
I0TCs1 pabOTBI, IOCBAIIEHHbIE KOMIIJIEKCHOMY 00C/IeZIOBaHUIO U BBISIBIIE-
HUIO COYeTaHWH HapylleHWil BHyTpeHHUX opraHos y geteii ¢ JICT.
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