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BAPUAHT TEYHEHUS HECOBEPHIEHHOI'O OCTEOTI'EHE3A.
CJIYYAU U3 ITPAKTUKHA

Hanmmukas H.XO., Cy66ortuna B.I., Cymkosa H.B., Cyakosckas JI.C.

Mumnsopasa Poccuu, Capamos, e-mail: ekimova82@inbox.ru

Jlucnnasun COeAMHUTENbHON TKAaHU — reTepOreHHas rpyInmna 3adoneBanuii coenuantenabHol Tkanu (CT) mo-
JINTEHHO-MHOTO()AKTOPHOI MPUPOJIBI, 00bEIMHEHHBIX B (DEHOTHIIBI HA OCHOBE OOIHOCTH BHEIIHUX W/WMIIM BUCIIE-
PAIBHBIX IPH3HAKOB. [IpHYMHBI M KIIMHHYECKHE IPOSIBICHUS Pa3HOOOpa3HbL. B 0CHOBE pa3BUTHS HACIEICTBEHHBIX
HapyueHuid coenuanTenbHON Tkanun (HHCT) nexar MyTaiuu reHoB, OTBETCTBEHHBIX 32 CHHTE3 MJIM PACIall KOM-
HIOHEHTOB AKCTPALEIUIIOISIPHOIO MaTPUKCa COEAMHUTENILHON TKaHW. MyTalluy 3THX T€HOB IPHUBOJAT K Pa3BUTUIO
MHOXXECTBA HACJIEACTBCHHBIX HAPYIICHUH COSIUHHUTEIFHON TKaHH, KOJIMYECTBO KOTOPHIX HpeBbiciiio 250. K Hum
OTHOCATCS CHHAPOMBL: Mapdana, Dnepca — Jlanno, HECOBEPIIEHHOTO OCTEOreHe3a, THIePMOOHILHOCTH CyCTaBOB.
Cunzipom HecoBepuienHoro ocreoreesa (HOI') (cuuapoM ronyObIX CKIEp) XapakTepH3yeTcsl MoIuMopdhusMom
KIMHUYECKHX ITIPOSBICHUN. B peanbHOl BpaueOHOII pakTHKe TepaneBThl, KapAUOIOTH CTAIKUBAIOTCS C AUCILIA-
CTUYECKUMHU CHHAPOMAMH U ()EHOTHIIAMHU: aCTCHUYECKHI, BEPTEOPOTreHHBIH, KIIallaHHbIH, TOpakoauadparMaibHbIii,
APUTMUYECKUH, COCYUCTBIN, OPOHXOIETOUHBIH BHCIEPAIbHBIH, CHHAPOM THIIEPMOOMIBHOCTH CYCTaBOB, CHHIPOM
NaTOJIOTUM OpraHa 3pEeHMs U CTOIBI U Ap. B cTarbe npeacTapieH KIMHUYECKUH citydail no3aueit auarnoctuku HOI'
B TIPAKTUKE KapAUOIOTa, XapaKTePH3yIOMUHCS HATMINEM MHOXECTBCHHBIX YKCTPACKEICTHBIX CHMIITOMOB, IIPEXIE
BCEr0 CO CTOPOHBI OPraHOB KPOBOOOpaIeHHs! (IIEPBHYHBII POJIANIC MUTPAIBLHOTO KJalaHa, OTPBIB XOP MUTPajlb-
HOTO KJIallaHa ¢ HeJO0CTATOYHOCTRIO [V cTeneny, nedeKT MexIIpecepAHON eperopoKi), KOTOpble MaCKHPOBAIN
OCHOBHOM JIMarHos.

KutroueBble cj10Ba: qUCIIIA3UsI COTHHUTEIbHOIM TKaHH, NPoJIallCc MUTPAJILHOI'0 KJIallaHa, ronyﬁue CKJIEepPBbI,
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Connective tissue dysplasia is a heterogeneous group of connective tissue (CT) diseases of a polygenic-
multifactorial nature, united in phenotypes on the basis of a commonness of external and / or visceral traits. Causes
and clinical manifestations are diverse. The development of hereditary disorders of connective tissue is based on
mutations of genes responsible for the synthesis or decomposition of the components of the extracellular matrix of
connective tissue. Mutations of these genes lead to the development of a multitude of hereditary connective tissue
disorders, the number of which has exceeded 250. These include the syndromes: Marfan, Ehlers-Danlo, unsolved
osteogenesis, hypermobility of the joints. The syndrome of imperfect osteogenesis (LAG) (blue sclera syndrome)
is characterized by polymorphism of clinical manifestations. In real medical practice, therapists, cardiologists face
dysplastic syndromes and phenotypes: asthenic, vertebrogenic, valve, thoracodiaphragmatic, arrhythmic, vascular,
bronchopulmonary visceral, joint hypermobility syndrome, pathology of the organ of vision and foot, etc.The article
presents a clinical case of late diagnosis of LAG in cardiologist practice, characterized by the presence of multiple
extraskeletal symptoms primarily from the circulatory system (primary mitral valve prolapse, mitral valve chiasm
with grade IV deficiency, atrial septal defect) that masked the underlying diagnosis.
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BonbmIMHCTBO HACNENCTBEHHBIX U BPOXK-
JOEHHBIX AHOMAJMM COEIMHHUTENbHOW TKaHU
cBsizaHbl ¢ e€ mucruiasueit. Jlwcrnasus co-
equautenbHoi TKanu ([ACT) — mo dhopmynu-
poBke I'W. Heuaepoii, B.M. fIkoBneBa ¢ co-
aBT. (2008 ) — 3TO «HapylIEHHE DPA3BUTHSI
COCAMHUTEIBHON TKaHH B HSMOPHOHAIHHOM
1 TIOCTHATAJILHOM NepHoJaX, TCHETHUECKH Jie-
TEPMUHUPOBAHHOE COCTOSHUE, XapaKTepHU3y-
fomeecs: JedeKTaMi BOJOKHHCTBIX CTPYKTYpP
1 OCHOBHOTO BEIIIECTBA COSIUHHUTEIBHON TKa-
HH, IPUBOJISIIIIEE K HAapyeHHto popmoodpazo-
BaHwust opranoB u cuctem» [1, ¢. 22]. ICT mop-
(honornyecku XapakTepusyeTcs N3MEHEHUSIMH
KOJUTAr€HOBBIX, DIIACTHYECKHUX (PUOPHILI, TIIH-
KOTIPOTEHUIOB, TIPOTEOTTHKAaHOB U (hrOpoodia-

CTOB, B OCHOBE KOTOPBIX JIeXKAT HACIEIyeMbIe
MYTalliy T€HOB, KOIUPYIOIIUX CHHTE3 W TPO-
CTPaHCTBEHHYIO OpraHW3aIfi0 KOJUIareHa,
CTPYKTYPHBIX OCIIKOB M OEITKOBO-YTIICBOIHBIX
KOMIIJIEKCOB, & TAK)Ke MyTallui TeHOB (pepMeH-
TOB U KOAKTOPOB K HUM [2, c. 6].

JlaHHble O pacHpoCTPaHEHHOCTU TIaTO-
JIOTUM BEChbMa TPOTUBOPEYMBHI, IO PE3YIIb-
TaraM COBpeMeHHbIX wuccinenoBanuii, HCT
ompesieNsieTcss B 3aBUCHMOCTH OT BO3pacTa
y 13-80% wmacenenus [3, c.5]. Pazmmuaror
nBe ocHoBHble rpynmbel JCT: HacienctBeH-
Hyto auddepeHIMpOBaHHYI0 U TPHOOpPETEH-
HYIO B IIPOLIECCE BHYTPUYTPOOHOTO pa3BUTHS,
Henuddepennmpoannyo. HacnencreHnbie
(muddepeHnmpoBaHHbBIC) HAPYIICHUS COCTH-

MEXTYHAPOJIHBIN KYPHAJI TIPUKJIA THBIX
1 ®YHIAMEHTAJILHBIX UCCJIEJOBAHUI  Ne 3, 2018



72 B MEDICAL SCIENCES N

nutensHo Tkanu (HHCT) — rereporennas
rpylina MOHOTEHHBIX 3a00J1eBaHMid, 00yCIOB-
JICHHBIX TeHETHYECKUMH AePEKTaMH CUHTE3a
W/ WM pacmaga OCNKOB BHEKJIETOYHOTO Ma-
TPHUKCa, OTBETCTBEHHBIX 3a CHHTE3 HIH pac-
maj KOMITIOHEHTOB COEIMHUTENbHOW TKaHH,
XapaKTepU3yIOTCsl yCTaHOBIEHHBIM THUIIOM Ha-
CJIEZIOBAaHUS, YETKO OUEPUEHHON KIIMHUYECKOH,
KapTuHoO# [2, ¢.3]. B HacTos1Iee BpeMsl onuca-
Ho cBbie 250 HHCT, GonbIIMHCTBO U3 3TUX
CHUH/IPOMOB BCTPEUAIOTCS JOCTATOYHO PENIKO
(cunppom Mapdana, Dnepca — anino, cuH-
JPOM HECOBEPIIEHHOTO OCTEOreHe3a, Tumep-
MOOMJIBHOCTH CYCTaBOB U Jip.) [2, c. 5].

B peanbHO# BpaueOHOI MpaKTHKE TepareB-
ThI, KapINOJIOTH Yallle CTAJKHBAIOTCS C JIHC-
IJTACTUYECKUMH CHHAPOMaMH U (peHOTHITaMHU.
«Ceromust mon  «uHenauddepeHpoBaHHBIMH
(HeknaccupUIUPYEeMbIMH) TUCTIIa3UsIMUA  CO-
CIMHUTEIILHOW TKaHW» CJIEJyeT IOHUMATh
HapyIICHUS CTPYKTYPHl U (PYHKIIUU COCAMHU-
TEJIHHON TKaHW, MO0 CBOMM (PEHOTHITNYECKUM
Y KIIMHUYECKUM TPOSBICHUSAM HE YKIIabIBAIO-
umecs B yxe u3BecTHbie MoHOreHHBIe HPCT
1 UHBIE TUCIIIIACTUYECKUE CHHAPOMBI U (eHO-
tunbe» — 2.B. 3emiosckuii (2008 1) [4, c. 14].
Henuddepenunposannas JCT xapakrepusy-
eTCsl MHOTOOOpa3ueM KIMHUYECKUX TPOSBIIe-
HUU OT TOOPOKAYECTBCHHBIX CYOKITMHUICCKUX
(GbopM 0 TOJUOPraHHON W IOJUCHUCTEMHOM
MaTOJIOTHH.

[ToMrMO ATHX Tpynn BBLICTSIOT Majble
aHomanuu pa3sutus (MAP) unm cTurms muc-
smOpuorene3a. EnnHNYHBIE Majble aHOMAJIUU
MOTYT OBITh M Y 370POBBIX JETEH, HE SBIISIO-
IIMXCST HOCHUTENISIMH 3a00NIeBaHUs, TOITOMY
JIMAarHOCTHYECKU JJOCTOBEPHBIM CUUTAETCS Ha-
JIMYMe KaKk MUHUMYM 1ectu cturM. MAP npu
OTIpeIENIEHHBIX YCIOBUAX MOTYT TIPHOOPETaTh
CaMOCTOSITENTbHOE  KJIIMHUYECKOe 3HavYeHUe,
BBICTyHast (hakTopoM, MPeapacIoNaraioniumM
K pasBUTHIO 3a0oneBanuii [3, c. 10].

Bce cumnromer JICT MOXXHO yCIIOBHO pa3-
JISJIUTh Ha BHEIITHHUE TIPOSIBIICHUS — ()CHOTHITH-
YeCKHEe W TPU3HAKH MOPAKEHUS BHYTPECHHHUX
OpraHoB — BUCIEpaJIbHbBIE, a TAaK)Ke Ha KIMHU-
KO-(hDyHKIIMOHAJIbHBIE CHHAPOMBI B 3aBUCHMO-
CTH OT TOTO, KaKH€ OpTaHbl U CUCTEMBI BOBIIE-
YeHbl B Maroioruueckuii mporecc. CoracHo
Poccuiickum pexomenganusm [3, c. 9]._Bbiae-
JISTFOT KOCTHBIE, KOYKHBIC, MBIIIIEYHBIE, CyCTaB-
HBIE, TJIA3HBIE CHUMITOMBI, HI3MEHEHHUS B Cep-
JIETHO-COCYIUCTOM, OPOHXOIETOTHOU CHCTEME,
opraHax OprOITHOH IMOJIOCTH B MAJIOTO Ta3a.

JucnnacTuueckue HapylIeHHs cepred-
HO-COCYJIUCTON CHCTEMBI 4acCTO MPOSBISIOTCS
KIIAITaHHBIM, apUTMHYECKAM CHHAPOMAaMH,
JIOKHBIMU XOPJIaMH JIEBOTO KENyJT0YKa, CHH-
JIPOMOM  TOpako-AuadparMagbHOTO  Cep/la.
Haubonee gacto (B 70 % cimyuyaeB) BCTpedaerT-
cs nposarnc MutpanbHoro kianaxa (IIMK). 3a-

OoneBanue BriepBbie ObUTO orucaHo W. Osler
(1880) kak aycKyabTaTUBHBINA (PEHOMEH Y JIIO-
e MOJIOOro BO3pacTa, MPOSBISIOLIMNCS
CHUCTOJIMYECKUM IIYMOM M HEHNOCTOSHHBIM
CHUCTOJIMYECKUM InenukoM. IIpoBonusuinecs
B 1963-1966 1. anruorpaduueckue oocie-
JOBaHMsI OONBHBIX C aNmMKaJIbHBIM TIO3IHUM
CHUCTOJIMYECKUM ILIYMOM MOKa3ajlH, 4TO MpHU-
YMHOM IIyMa ¥ CUCTOJIMYECKOTO LIEeTUKa SBIISI-
eTcs NPOBHCAHUE CTBOPOK MHUTPAIBHOIO Kila-
[IaHa B [10JIOCTh JIEBOTO IIPEICEPAUS BO BPEMsI
CHCTOJIBI JIEBOTO JKemyiouka. Takoe coueTaHue
aBTOpbl O0O3HAYMIIM  AyCKYJIBTaTHBHO-IJICK-
TpokapauorpaduaeckuM cuHAPOMOM. TepMuH
«mponarc MuTpanbHOro KiamnaHay (IIMK) 61
BriepBbIe BBeneH J. Criley u coaBt. B 1966 T [5,
c. 20]. Buenpenne B KIMHUYCCKYIO MPAKTH-
Ky 9XOKapAHOrpaduu MO3BOJHIO PACIIUPUTH
HaIlli 3HAaHUS B 3TOM BOIPOCE, CTalM BbIJe-
nate nepBuuHbll [IMK u BropmuHbIii, BO3-
HUKIINK Ha OHE IpyTuX 3a00IeBaHUN, TAKUX
KaK KapJANOMHOIIATUH, HIeMHUYecKas 00JIe3Hb
cepana, nHPAPKT MUOKap/a, KaabITn(OUKAIIHII
MUTPAIBEHOTO KOJbIIA, TUCHYHKIHS COCOYKO-
BBIX MBIIII, 3aCTOWHas cepJeyHas HeJoCTa-
TOYHOCTb.

[lepBuunsii [IMK — Hambonee pacmpo-
CTpaHEHHAsl TATOJOrHs KJAallaHOB CepAua
SBJISICTCSl  HACJEICTBCHHBIM  HapyIICHUEM
COCAMHUTENBbHON TKaHU. VIMErTCs JaHHbIE
0 BO3MOXXHOW poniu JepuluTa MarHus, BH-
pycHOI MH(EKIH B Pa3BUTUHU U MPOTPECCU-
poBanuu [IMK [3, c. 14].

[To maHHBIM 3XOKapIUOrpadUUECKOTO HC-
cinemoBanust (Ox0-KI') ompenensror cTeneHb
BbIpakeHHOCTH [IMK, TONIMHY CTBOPOK MU-
TPaJBFHOTO KiIanaHa. Y TOJNIIeHUe CTBOPKU 00-
jiee 5 MM U NOHMKEHHE €€ DXOT€HHOCTH CBH-
JICTEIbCTBYET O MUKCOMATO3HOHN JIeTeHEpaLuH
KinanmaHoB — opranudeckuit [IMK, nanuuue
eé mpenonpenensieT BO3MOXKHBIE TAXKEIbIe OC-
noxHeHus [IMK, 4uro u orpaxeHo B HameMm
KIMHAYecKkoM ciydae. [Ipu ¢pyHKIroHamsHOM
I[IMK 9xo0-KI" kxpurepun MHKCOMaTO3HOH nie-
TeHEepaH OTCYTCTBYIOT.

[TockonbKy LEHTpadbHBIM MaTOr€HEeTHYe-
CKMM 3BEHOM B pa3BuTuu nepsuunoro [IMK
CUMTAIOT JAWCIUIA3HI0 COEJUHHUTEIHHON TKa-
HU, TO y TaKUX MalIEHTOB MOTYT BBISBIISATHCS
MPU3HAKHU TTOPAKEHUs COSTUHUTEIBHON TKaHH
HE TOJIBKO CO CTOPOHBI CEepJiLia, HO U CO CTOPO-
HBI IPYTUX CHCTeM. B CBSI3U ¢ 3THM HalMeHT
MOXET 00pallaTbCsi K BpauaM pa3HbIX CIELU-
aNbHOCTEH, HO elMHasi CUCTEeMHas TaTOJOTHS
Jake He paccMarpuBaeTcs. B xauecTBe mpu-
Mepa CIOKHOCTH IMarHOCTUKHU MPeACTaBIIsieM
KJIIMHAYECKUM ciryyait

B Teuenue 3 net Mbl HaOMIO#ANN TALUEHT-
ky T.T., 1957 roma poxmeHws, KOTOpasi BIEep-
Bble, B 2009 rogy nocrynuia B 11 otnenenue
2 I'KB r. CaparoBa ¢ kano0aMu Ha BHE3aITHO
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BO3HUKIIIYIO OJIBIIIKY C 3aTPYJHEHHBIM BIOXOM
JIO CTETICHU YIYIlIbsl, CyXOH Kalllelb, CIA00CTh,
cepaiiebrenue u mepebou B pabore cepira,
JaBsIIIne, CKUMAroIIre 00N 3a TPYINHON MPH
(hm3nyeckoit Harpy3Ke, OTEKH HOT.

W3 anamHe3a 3a00JIeBaHUS BBISICHEHO, YTO
B TeueHue 20 JET MOBBIMIACTCS apTepUalb-
HOC JaBJICHHE C MaKCHMaJbHBIMHU HH(ppamMu
200 u 120 MM pT. cT., pu kKoMpopTHOM 120
n 70 MM pT. cT. AMOYIIaTOPHO PeryispHO TIPH-
HUMala AaHTHTUIEPTCH3UBHBIE IpenapaThl
C TIOJIOKUTENBHBIM 3 dexToM. AprepuaibHoe
napieHue Obuto cTabuiabHbIM. B 1999 romy
repeHeciia HHGapKT roJOBHOTO MO3ra B Oac-
ceilHe MpaBoil cpenHeld MO3roBOM apTepuu
B BHUJIE JIEBOCTOPOHHEH MUPaMUIHON HeloCTa-
tounocTtd. B 2003 romy mepeHecia ToOBTOPHBIH
uH(apkT ronosHoro Mo3ra. C 2006 roga cranu
0eCIOKOUTh AaBslINE, CKUMAIOIIME OONH 3a
TPYAMHON TpU (U3NYECKON HarpysKe, COIpo-
BOXKIAIOIINECS OJIBIIIKOM C 3aTpPyJHEHHBIM
BIOXOM TIpH (pr3mueckoil Harpyske. AMOyra-
TOPHO PETYJSPHO TONydYaja aHTUTHIIEPTEH-
3UBHYIO, aHTHHMIICMHYECKYIO, aHTHarperaHt-
Hyto Tepamuto. C 2005 roga crama oTMeudaTh
nepebon B pabore cepaua, cepauecOueHue,
Ha OKI' Oba 3adukcupoBana GuOpHILIALIHS
TIpeJcepnii, BHaYalle MapoKCu3MaibHas Gop-
Ma, a ¢ 2006 roga — mepenuia B OCTOSHHYIO
(dhopmy. Peskoe yxymiienue B 2009 romy, kor-
na mocne (GpU3MYecKo Harpy3kd YCHIHIACH
OJIBIIIIKA JIO CTEIICHH YIYIIIbs, TOSIBUIICS CYXOH
Kaenb, cepaueduenue, ciabocts bpuranoit
CKOpO MEIMIMHCKON MOMOUIM T'OCHUTAIU3U-
pOBaHa B KapJHOJIOTHYECKOE OTACIICHHE.

B anamuese *u3HU: ¢ 6 JIET YacTbIe mepe-
JIOMBI KOCTel. Bcero B TeueHHe XKWU3HU OT-
meuaet 20 nepenomos. [Ipu penrrenorpadu-
YECKOM HCCIICJIOBAHHH KOCTHO-CYCTaBHOTO
amnmapara ¥ JICHCUTOMETPUHU BBISBISUIA OCTe-
OTIOPO3, IEPUOANYECKH MPUHUMAJa TIperapa-
THI Kaiblus ¢ BuTamMuHOM JI, ¢ 10 jet 3ame-
THJIa CHWKCHHE CIyXa — MpH 00CIIeI0BaHUU
BBISIBIICH OTOCKJIepo3. PaGorana mnoBapom
B CaHATOPHH, TIEPEIIOMBI CBS3bIBaNA C TsKe-
JTBIM (PU3UIECKUM TPYIOM.

OOBEeKTHBHO: COCTOSTHHE CPEIHEU CTerre-
HU TSDKECTH, OPTOIHOE, aKPOIMaHO3, KOXka
cyxas, Typrop €€ CHWXXEH, OTEKH TIOJEHEN
M CTOII, IOBbIIICHHOr0 nuranus, UMT 26,5
kr/m?. OOparniio Ha cebsi BHUMaHUE SPKO-TO-
ny00oe OKpaluBaHHUe CKIIep, M3MEHEHHUE I[BETa
3y00B, AedopMaiiis KOCTEH, CyCTaBOB CTOII,
PYK, KJIFOUHIIBI, BCICACTBUE UX MHOMXECTBCH-
HBIX TEPEIOMOB, CHIDKEHUE ciyxa. [paHHIbI
cepaiia CMEIIEHbl BIEBO HAa | CM KHapyX
ot CKIJI B 5 mexpeOepre. ToHBI cepaua npu-
mIymiensl, pudbprmsus npencepauit ¢ YCC
67-83 B MUWH, TAHCUCTOJIMYECCKUN IIyM BO
BCEX TOUYKaX ayCKyJbTallud C OSIUICHTPOM
B 00J7aCTH BEpXYyIIKH CepAlla, 30Ha MpoBeJe-

HUSl — MOJMBbIIIeYHast oOnacth. Hax sierkumu
JIBIXaHUE JKECTKOEe, OCJIA0JICHO B HUIKHHUX OT-
JIeJIax, He3BYYHBIE MEJKOIY3bIpYaThie XPHUIIBL.
Y 20 B 1 mun. XXuBot Msarkuii, 6e300me3-
HEHHBIN. VIMeeTcst KeMOuaHbBIN pyoerr 1Mo cpe-
JTUHHOM JIMHUH )KIUBOTA B PE3YIBTATE PE3CKITNU
2/3 *xemnynKka 1o moBojy mpo0oaHo# si3Bbl. [le-
YeHb BBICTYIACT M3-TI0JI Kpasi peOepHOU Tyru
HAa 2 CM MO CpPEIWHHO-KIIOYWYHOW JIMHUH.
Ob6nactp mouek 0e3 matonornu. Cummtom [la-
CTEpPHAIKOTO OTPHUIATETHHBIN C 00EMX CTOPOH.
Cryn B HopMe. [lnype3 afieKBaTHBIN.

[Ipu penTreHorpaguu TpyIHOH KIETKU
BBISIBJICHO YBEJIMUCHUE KaMep ceplia, Juiara-
IIUS JICBOTO TIPEJICEPIHsl U JIEBOTO JKEITyI0uKa,
BEHO3HBIN 3aCTOU B JIETKUX, KOHCOJIUIUPOBAH-
HBII TIEpPEsIOM JIEBOW KIIFOUMIIBI.

IIpu Oxo-KI'-uccnenoBannn MUKCOMaTO3-
Hasl JIeTeHepalrs CTBOPOK MUTPAIBHOTO Kia-
naHa, J1e(eKT MeKIPEIACEPAHON MePEroPOIKH,
MHOECTBEHHBIE JIOKHBIE XOPJIbI, OTPBIB XOPJI
MUTPAIBFHOTO KJaraHa, MATpallbHAs perypru-
Tanus 4 CTEeTeHu.

IIpu ymbpTpa3ByKOBOM HCCIICIOBAHHH II0-
YeK BBISIBIICH HE(POITO3 CIIpaBa.

Hanuuue ronyObIX CKIEp, TYrOyXOCTH,
MHOXXECTBEHHBIX TIEPEIIOMOB B aHAMHE3€ I10-
3BOJIHJIO HaM TIPEIIOJIOKHUTh HATHYUE Y OOIIb-
HOM HAacCJIEICTBEHHON NATOJIOIMU COEIUHU-
TeJbHOW TKaHU. [Ipy BBISICHEHUH POIOCIIOBHOM
BBISIBJICHO, YTO Y OTI[a OOJILHOW MMEIOTCSI BCE
T€ K€ CUMIITOMBI: MHOKECCTBEHHBIE TIEPETIOMBI
KOCTEH, ToTyOble CKIIephl, riryxoTa. ChIH 00ITb-
HOW TakK ke CTpaJiaeT MHO)KeCTBEHHBIMH TIepe-
JIOMaMHu KOCTEH, CHW)KEHHEM CIllyXa, HMMEeeT
roxyobie Ckiepbl. Panee TpaBMarToiaoru roBo-
PUIM O BO3MOXKHOM HACJIEICTBEHHOU IIpUpoIe
3aboneBanus, Ho nuardo3 HHCT ne crasuics,
B MEIUKO-TEHETHUYECKYI0 KOHCYJBTAIIMI0 HE
oOpamanace. Bce BhIenepedncieHHble CHM-
MITOMBI: TIOBBIIIEHHAs JOMKOCTh KOCTEH, Io-
HWKEHHUE CIIyXa, TOJIyObIe CKIIEPhI, TOPakeHUE
cepana (mepBUYHBIA MuUKcomMaTto3Hbiii [IMK,
ne(eKT MEKIPECEPAHON eperopoaKu, MHO-
JKECTBCHHBIE JIOXKHBIE XOP[bI), CHUCTEMHBIN
OCTEOIopo3, N3MEHEHHE I[BETa 3y00B, HATHIHE
CXOJHBIX CHUMITOMOB B CEMbE — CBHJECTEIb-
CTBYET O TaKOM PEIKOM HACIEIACTBCHHOM 3a-
0oJIeBaHMM, KaK HECOBEPIICHHBIA OCTECOrCHE3.
TspkecTh cOCTOSIHUS OOJBHOW Oblia 00YCIIOB-
JIeHa BO3HWKHOBEHHEM U OBICTPHIM HapacTa-
HUEM MHUTPAILHOW PETYPTUTAIIUHN BCIIEICTBUE
OTPBIBA XOPA MUTPAILHOTO KJIaraHa.

Hecoseprennsrit OCTCOTeHE3 (J1ar.
osteogenesis inperfecta) — peJiIkoe MOHOTCHHOE
3a00JIeBaHNe, OTHOCUTCS K TPYIIEe HACIe.l-
CTBEHHBIX HApYIICHUH COEIMHUTEILHOW TKa-
au (HHCT), xapakrepusyercst MOBBIIICHHOMN
JIOMKOCTBIO KOCTEH, DTOT CHHAPOM OBLT BIIEp-
BeIe ormcad Van der Hoeve B 1916-1917 rr,
BKJIFOYAET TPHAy CUMIITOMOB: TOJIyObIE CKIIe-
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pBl, TOBBIIICHHYIO JIOMKOCTH KOCTEH, TYroy-
XOCTb, YTO TAK)KE UMEETCs y Hallel OOJIbHOM.
Cunzmpom cuHux ckiep (cunapom JloOmrei-
Ha — Ban-gep-XeBe) OTHOCHTCS K TpyIie
KOHCTUTYLIMOHATIBHBIX AHOMAJIMHA COCIMHHU-
TENbHON TKaHU, OOYCJOBJIEH MHOXECTBEH-
HBIMU TeHHBIMU JleexTamu. Hacnemyercs mo
ayTOCOMHO-JJOMUHAHTHOMY THITy C BBICOKOM
(71%) nenerpanTHOCTBIO. Berpewaercst pen-
ko — 1 ma 10000 [6, c. 110], 67 ma 10 000
o Bcemy Mupy [7, ¢. 69]. Y nameir 00ibHOM
JaHHAsI TpUaJa CUMIITOMOB BCTpPEYaeTcs, y ee
OTLIa U CBIHA, YTO TOJATBEP)KIAeT TeHeTHue-
CKMil xapakrep 3aboneBaHus. B ocHOBe 3TOM
MATOJIOTHH JIeKAT MYTallMHd TEHOB, KOTUPYIO-
IIUX CUHTE3 KojutareHa I Thma, KoTopslid sIBJIsI-
€TCsl TIIABHBIM KOMIIOHEHTOM MaTPHKCa KOCTH.
Bynyun reHeTMueckuM HapylIeHHEM HeECo-
BEpIIEHHBIH OCTEOTeHe3 SBISIETCS ayTOCOM-
HO-AOMHMHAHTHBIM J1e()EeKTOM, B OOJIBIIMHCTBE
CJTy4aeB NepeAaHHbIM 0 HACIIEACTBY OT POJIH-
TeNel, OIHAKO BO3MOYKHA W WHAWBHIyalbHAs
CIIOHTaHHAs MyTanus [2, ¢. 18].

CormnacHo 0OIIeTPUHITON KJIacCH-
¢ukaunn,  npemnoxenHon  CaiiyieHCOM
(D.O. Sillense, 1979), paznuyaror 4 reHeTu-
YECKUX BapHWaHTa 3a00JIeBaHUS, OTHAKO CHM-
NITOMBI BapbUPYIOT OT YEIOBEKa K YEIIOBEKY,
WHOTJIA TH BAPUAHTHI TPYAHO Pa3TPAHUYUTD.
Xapakrepuctuka tunos HO [6, c. 116] 1-i
TUI — CYMTaeTCs HambOosee JErkod Qopmoit
3aboneBanus, cocrapisgeT okoio 50% ciyda-
eB. XapakTepHO Hann4he y peOEHKa CHHUX
WM aclUIHO-CEPhIX CKIIep, paHHEH Tyroy-
XOCTH, JIETKOM CTENEHU XPYINKOCTH KOCTEH,
c1aboCTH CBA30YHOTO armapara CyCTaBOB,
MMOHMW)KEHHOTO MBIIIEYHOTO TOHYCA, PEAKHX
[IEepPeIOMOB KOCTEH. 2-11 TUI — MepUHAaTaIbHO-
JeTalbHBIA — ATO CaMbIM TSKENbI BapUaHT
Oonesnu. bompmmHCTBO nmerelt ymupaer Ha
MPOTSHKEHUH TIEPBOTO TO/A JKU3HM I10 TIPUYH-
HE JIbIXaTeJIbHON HEeI0CTaTOYHOCTH WMJIM BHY-
TPUUEPEITHOTO KPOBOMBIMUSHUS, TPYIHOCTH
C JbIXaHUEM B CBSI3U C HEJOPa3BUTBIMU JIET-
KUMH. 3-i TUN — TsOKenble nedopManud Ko-
CTel, BO3MOXHBI IPOOIEMBI C IBIXaHUEM, He-
BBICOKHH POCT, HCKPUBJICHHE TO3BOHOYHHKA,
MHOTJIa TaK)Ke OOYKOBUJIHAS TPyIHAs KIETKa,
C1aboCTh CBS30YHOTO ammapara CyCTaBOB,
c1a0bIil MYCKYJIBHBIH TOHYC B PyKax U HOTax,
oOecirBeunBaHue CcKiep (IIA3HBIX OEIKOB).
Kax mpaBmiio, nmetm He CHOCOOHBI K camo-
00CITyKUBaHHUIO 4-W THUIT — XapaKTepU3YyeTCs
IIUPOKOW BaprabebHOCThIO KIMHUYECKUX
CUMIITOMOB, 10100eH | THIly, HO LBET CKIIEP
He u3MeHEH. B HacTosliee BpeMs BbIAEIEHO
15 tunos, YI-XIY Ttuns! HacnenyroTes no ay-
TOCOMHO-pPELIECCUBHOMY THUILy [2, c. 16].

Camplii TTOCTOSHHBIH W HanOoJiee BBIpa-
JKEHHBIN CHMITOM 3TOTO CHHApPOMAa — CHHE-
rony0bass OKpacka CKJep, BCTpedaercs I04-

TH y Bcex OomnbHbIX (Mo nanHbiM E. ®ykca
B 94,6 % cmyuaes) [8, c. 48]. Dra okpacka 00-
YCIJIOBJICHA TE€M, YTO Yepe3 NCTOHYCHHYIO U He-
0OBIYHO TIPO3PAYHYIO0 CKJIEPY MPOCBEUMBAET
MMATMEHT COCYAMCTOMN 000JI0UKH, CHHE-TOITy 00
IBET CKJIEPHI 00YCIIOBJICH HE TOJIBKO €€ HCTOH-
YEeHHEM, CKOJIBKO MOBBIIIIEHHEM TPO3PAYHOCTH
BCJICJICTBUEC W3MEHEHHS KOJUIOMJIHO-XUMHYC-
CKHUX CBOWCTB TKaHU — «IIPO3padHasi CKIepa
Cune-Tromy0asi okpacka CKIIEpbI TP TOM CHH-
JIpOME BBISBISIETCA YK€ MPH POXKACHUHU; OHA
0ojyiee MHTEHCHBHA, Y€M Y 37I0POBBIX HOBO-
POXIEHHBIX, U HE UCUE3aeT K 5—6-My MecsIy,
Kak 0ObIYHO. Pa3mepsl a3, kak mpaBHIIO, HE
n3MeHeHbl. [Ipu Oonee moapoOHOM paccrpoce
BBISICHEHO, UTO TOJTy0ast OKpacka ckjep y 0oib-
HOM ¢ poxjeHud. BTopoll cuMnTom CUHIpO-
Ma — JIOMKOCTh KocTei manaeiM E.Fucks, na-
OmromaeTcst IpUMEpHO y 56—65 % OosbHBIX |8,
c.48]. DTOT CHUMOTOM MOXET TOSBISATHCA
B pa3HbIE CPOKH, BCIIEICTBHE MHOKECTBEHHBIX
MEPEIOMOB, BO3HHKAIOIIUX CIOHTAHHO WITH
mpu HEOONBIIIOM YCHIINH, a TAaK)Ke BBHIBUXOB
M TOJIBBIBUXOB OCTAIOTCS TPyOble 00€300pa-
KHBaronre aAeGopMalny CKelera, YTo TaKkKe
Mbl HAOJIFOIalll TPU OOBEKTUBHOM OCMOTpPE
OonpHOM. [IprunHaMK JTOMKOCTH KOCTEH SBIIS-
FOTCSI KpaHSSI MOPO3HOCTH KOCTH, HEJJOCTATOK
M3BECTKOBBIX COCAMHCHHM, 3MOPHOHAIBHBIN
XapakTep KOCTHOM TKaHW W JPyTHE TPOsBIIC-
HUSl €€ TUIOIIa3UuH, YTO TAKXKE BBISBIUIOCH
y Hallleil OOJIBHOM TPU PEHTTEHOJIOTUYECCKOM
WCCIIEZIOBAHUH KOCTEH.

TpeTbuM CHMITOMOM CHHJIpOMA SIBIISIETCS
MIPOTpEeCCUpyIolIee CHIKEHHUE CITyXa, SBIISIO-
Ieecs CIEJACTBHEM OTOCKIJIEpO3a, HeIopa3Bu-
THSL ¥ OOBI3BECTRIICHUS JJAOMPUHTA, YTO OBLIO
BBISIBJICHO y Hamei 6onbHOH ¢ 10 netr. Tyro-
YXOCThb pa3BHUBaeTCsl NpUMEPHO Y 24-45%
OonpHBIX [8, c. 48].

TunnyHast Tpuaga TpH STOM CHHIPOME
coYeTaeTcs ¢ PasHOOOpa3HBIMH aHOMAIUSIMH
COETMHUTENLHON TKaHU, U3 KOTOPHIX Hambo-
JIe€ 4YacTO BCTPEYArOTCsl MOpaXKEHHE cepiaua
Y COCY/IOB, KEJIOUHBIE PYOIIbI TOCIIE MTOBPEK-
JIEHUH WM OoTiepaluii, i3MEeHEeHus 3y0OoB, UTO
Y MBI ¥ BBISIBUJIN Y OOJIEHOM.

B 2009 roxy 60:1bHOI BBITIOIHEHO MpOTeE-
3MpOBAaHNE MUTPAJIBHOTO KJIarlaHa MeXaHHue-
CKHUM IPOTE30M H IIACTHKA MEKIPEACEPAHON
MEPETOPOIKM B YCIOBHSIX HMCKYCCTBEHHOTO
kpoBooOpamenus. [lociie onepanun 9yBCTBO-
BaJjia ce0s yIOBIETBOPUTENBHO. BriocnencTeuu
PETYISIPHO TOCTIUTAIM3UPOBANACh B Kapauo-
norudeckoe otaencuue 2 I'Kb (mepuox Hadro-
nenus 10 2013 1) ans npoBeaeHuUs IaHOBOTO
o0creoBaHus, JICUCHUSI.

JlaHHBIN cinyyail JEMOHCTpUPYET TPYAHO-
CTH W TO3/IHIOI AMAarHOCTUKY HACIIEJACTBEH-
HOro 3aboyieBaHUSl COCTUHHUTEIHHOW TKaHH,
OTHOCSIIETOCS K TPYINIE PEAKUX B KIMHUKE
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BHYTpeHHUX Oosie3Hel. OJHAKO CErojHs Ham
MPEACTABIACTCS, YTO PACTET YacTOTa U BbI-
SIBIIEMOCTh 3THX PEAKUX 3a00JIeBaHUH, YTO
00yCJIOBJICHO BHEIPEHUEM B KIIMHUKY HOBBIX
JMarHoCTHYECKUX TexHonoruil. Hamu panee
OBLT OMHUCaH CIlydail OCOOEHHOCTH TEUCHUS
oonesnu Lllynsmana [9, c. 90], KOTOpBII TakKe
OTHOCUTCS K KaTETOPUU PEAKO BCTPEUAIOIIHMX-
csl, TPYAHO JIHMArHOCTHUPYEMBIX 3a0o0iieBaHUI
ckiepogepMuyeckoil rpynnel.  Crenuanucr,
CTOJNIKHYBIIUCH C 3a0BITHIMH WM HE3HAKO-
MBIMHU €MY IMOHATUAMHU, CUMIITOMaAMH, MOXKET
NOTEPATH JOCTATOYHO MHOT'O BPEMEHU Ha BbI-
SICHGHUE, YCTAaHOBJICHHUE CYIIHOCTH 3a00JieBa-
Hus. Llens maHHOW MyOnWKanuu — TMPUBICYD
BHHMaHHUE IIMPOKOTO Kpyra Bpaueil (kapauo-
JIOTOB, TEPAareBTOB, OPTOIENOB, HEBPOJIOTOB,
OKYJIMCTOB U JIp.) K HACJICCTBEHHBIM HApYIIIe-
HHUAM COCILI/IHI/ITCHBHOﬁ TKaHHU, K 3HAYUMOCTHU
UX KIMHUYECKON TUArHOCTUKH HA PaHHUX dTa-
ax pa3BUTHSL.
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