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Pesrome

HacnencrBeHHbIe HAPYIICHUS COSAUHUTEILHON TKAHU, UMEIoLIHe 001ire GEHOTUMHYECKHE U KIIMHUYESCKHE MPOsIBIIC-
HUSL, CIICIyeT Ha3bIBaTh AUCILIA3USAMU COSTUHUTENbHON TKaHU. [Tpeokena Kinaccupukanusi OCHOBHBIX AUCILIACTHYECKUX
CHHIPOMOB U (EHOTUIOB. B crarbe paccMarpuBaeTCs alrOpuUTM JIMArHOCTUKU OCHOBHBIX CHHIPOMOB U ()EHOTHUIIOB U
MpaKTHYECKHUE BOMPOCHI, BO3HUKAIOIINE [TPHU MOIBITKE UX KiIacCH(puKaimu.

KiroueBsbIe ciioBa: HAaC/IEICTBEHHBIE HAPYIICHHS COSIMHUTEIbHON TKAHH, TUCIUIACTUYECKIE CHHAPOMBI U ()eHOTHITHI,
AJITOPUTMbI JIUATHOCTHKH.
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Abstract

The heritable connective tissue disorders with common general phenotypical and clinical features should be called
dysplasia of the connective tissue. Classification of the basic dysplastical syndromes and phenotypes is offered. Article
considers the algorithm of diagnostics of the basic syndromes and phenotypes and the practical questions arising at attempt
of their classification.
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ITPUTJIAIIEHUE K TUCKYCCHH

VYenexu KTMHUYECKOW T€HETUKY B U3yYEHHH HACIECT-
BEHHBIX HapymieHui coenuuHutensHoi Tkanu (HHCT),
JOCTUTHYTEHIE 33 NOCIEHEE NECATUIIETHE, JAIOT OCHOBAaHUE
HAJIESTHCS HA PEILIEHUE MHOTUX BOIIPOCOB, KACAIOLIUXCS 3TOM
aKTyaJbHOW HAYYHOW M KIMHUYECKOH MPOOIeMBL.

IIpoBeneHHbBIE B MOCIEAHHUE TOJbl MHOTOLIEHTPOBBIE
MEXXIyHapoiHbIE MccIenoBanus cunapoma Mapdodana [1],
OCHOBAHHBIE Ha JAaHHBIX KIMHUYECKOTO M F€HETUYECKOTO
o0cneoBaHMs OoJiee THICSYN MAMEHTOB, TIO3BOIMIN TIPO-
JEMOHCTPUPOBATH POIb KIMHUYECKHX MPU3HAKOB B JHar-
HOCTHKE 3TOTO CHHIPOMa M HEOOXOANMOCTD yIITyOIEeHHOTO
o0ce10BaHMs 1 MIPOCTIEKTUBHOTO HAOJIIOICHNS 32 JINLAMH,
Jlayke He NMEFOILIMMH TTOJTHOTO Habopa MPU3HAKOB, HEOOX0-
JUMBIX COITIACHO I'€HTCKMM KpUTEpUSM Ul MOCTAHOBKH
nmuarsosa [2].

OTH JaHHBIE MOATBEPKAAIOT MNEPCIEKTUBHOCTh Ha-
MIpaBiICHMsI, U30PAaHHOTO B ITOCJICAHNE J[BA ACCITHIICTHS
OTE€YECTBEHHON KIMHUYECKON HIKOJIOH U OpPUEHTHUPOBaH-
HOTO Ha PaHHIOI JAWArHOCTHKY, MPOQHIAKTUKY U JEUCHHE
taknx HHCT, xoTtopsle HE MOTYT OBITH OIpE/IEIEeHBl KakK
MOHOTEHHBIE, AN PepeHINPOBAaHHBIC U TIOTOMY Ha3BaHBI
B.M. SIxoBneBsiM «HeauddepeHIMPOBaHHBIMIY JTUCTIIIA-
susmu coeauauTenbHON TKaru (HIACT) [3].

BwMmecrte ¢ TeM cnoxuBIIascsA MpaKTHKA UCIIOJIBb30BaHUS
ynpoueHHoro anroputma auarHoctuku HJICT Ha ocHo-
BaHHUH MTPOM3BOJIBHO M30pPaHHOTO IOpOra CTUTMAaTHU3AINH
(Hanu4ue Tpex WX MIeCTH NPU3HAKOB) MM PACCYMTAHHOTO
Ha OCHOBaHWH (POPMaTBHONW MaTeMaTH4eCKOH MpOIEAypHI

[ il
TUIIEPTCH3NA

KoJIM4ecTBa 0ajuloB, PaBHO KaK M BKJIIOYCHHE B IEPEUCHb
HCT]] nposnarica mutpansHoro kinanana (IIMK) u cuaapoma
runepmMobmipHOCTH cyctaBoB (CI'MC), npuBeso K pa3mbl-
BaHMIO 3TOTO MOHATHUS M MOTEPE YSTKUX JTUATHOCTUYECKUX
KpPHUTEPHUEB.

Kpome toro, cam tepMuH «HeauddepeHInpOBaH-
Has» JICT Henb3s NMPU3HATH YAAUHBIM, TTOCKOJIBKY ITOA
«undifferentiated connective tissue syndrome (disease)» B
3amaHOEBPOIIECKO JIUTepaTrype MOHNMAIOT OOJIE3HH CO-
eIMHUTENHHON TKaHu (KoyutareHo3sl), a HHCT, xotopeie He
yAAeTCst KITaCCU(PUIMPOBATh, IPHHSTO 0003HAYATH TEPMUHOM
«unclassified heritable disorders of connective tissue», To
ectb Heknaccuduimpyemoe HHCT. Takum o6pazom, HHCT
TaKoKe CJIEIYeT pa3NessiTh Ha KilaccCu(pUIUpyeMble (MOHOTEH-
HBIE, MCH/IETTMPYIOIINE) ¥ HeKJIacCU(HIUpPyEMBbIE.

K knmaccudummpyempiM (MEHAETHPYIONIMM, MOHOTCH-
HbIM, 1u¢ppepernuposanabiM) HHCT oTHOCAT Bee n3BecT-
HBIE HACJIE/ICTBEHHBIE OOJIE3HU COETMHNTEIBHON TKaHH, Ha-
meamnme csoe Mmecto B OMIM (Online Mendelian Inheritance
in Men) Harmonansaoro Llentpa o Bonmpocam 6noTexHoIo-
rigeckoir nHdopmarun. Takux monoreHHbBIXx HHCT ceromuast
m3BecTHO Ooee 250 [4]. Cpeny HUX ClIeAyeT, IPEXKIE BCETO,
Ha3Bath cuHApoM Mapdana (CM), curapom Dnepca-/lanio
(C3) u mecorepmrenHsblit ocreoreHe3 (HO), ams kKoTOphIX
CYIIECTBYIOT COTJIACOBAHHBIE METUIIMHCKIM COOOIIECTBOM
anropuTMbl JuarHoctuku. bonbmmuacTBo u3 stux HHCT
BCTPEYAIOTCS I0CTATOYHO PEJIKO M IO PACTIPOCTPAHEHHOCTH
B IIEJIOM COCTABJISIIOT JIMIIB JIOJH TPOLCHTA.

Pncy}lou. AJII‘Op]/ITM AUATHOCTHKHU PACIIPOCTPAHEHHBIX TUCIIIACTUYECKUX CUHIPOMOB U (l)eHOTI/IHOB

AWUCNNACTHUY

OWATHOCTWMEW OCHOBHbBIX
WX CHHOPOMOB MW @EHOTHMNOB

CxHeneTHble
Ko Hble
CycraeHbie

Mponanc MUTPanbHOTO KNanaHa
PaciuvpeHue aopTbl

MASS-nopo6HbIH deHoTHN,

Manbie aHomanuu
praHoe DpwwHoR nonocTH|
M NoueK

Manbie
AHOMAAKMK
cepaua

MepeuuHblA MME

MapdgaHonoaobHaA BHEWHOCTb

! MapdaHonofobHbii peHoTH

[ 3nepconofoOHbIA feHoTHA

Cungpom MMC

He gudppe peHumpoBaHHblii peHoTn 4CT

l NMAC, npermyLIecTBEHHD

[oBpoKayecTeeHHAR rMNepMoBHILHOCTD CYCTaB0E

! MNoBblleHHanA AWcnnacTiyeckan CTHIMaTH3ala

BHCLI'EpBJ'IbHOﬁ NoKanK3aurK

Mpumeuannsi: Y31 — ynsrpassykoBoe uccnenosanue; [IMK — nponarnc mutpansHoro kinanana; MASS-denorun — akpornm: Mitral valve, Aorta,
Sceleton, Skin; I1JIC — noBbluieHHas auciuiactudeckas cturmarusanust; I'MC — runepmo6minsHoCTh cyctaBoB; JJCT — mucriasusi COeqMHUTENbHOM

TKaHH.
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DHAJILH A
TUIICPTCH3US

Hapsany c¢ penxumu monorennsimu HHCT, Bechma
pacnpocTpaHEeHbl HACleACTBEHHbIE HApyILIEHHs JKCTpa-
nesutonsipHoro mMarpukca (21IM), xoTopble u cineayer
0003HaYaTh Kak qucIiia3un coenuauTenpHoi Tkanu (JCT).
[onstue ICT oOvenuusieT B cede pa3zHOOOpa3HbIE COCTOS-
Hus, otHocsiuecs kK HHCT y nmanueHToB, HE OTBeYaronmx
KpuTepusiM auarno3a MoHoreHHbIXx HHCT u Oni3kux K HUM
COCTOSTHMI. DTH HapyIIEHUs], C HAlIeH TOUKU 3PEHUSI, MOXKHO
KJaccH(UIPOBaTh Ha OCHOBE OOIIHOCTH MX KIMHUYECKUX
1 (pEeHOTHITMUECKIX XapaKTEPUCTHUK.

Taxum obpazom, Mbl onpeniensieM [ICT kak HacJieACTBEeH-
Hbl¢ HAPYIICHUS COC¢IUHNTEIbHOI TKAHHU, CBA3AHHbIE C
AeekTamu cHHTe3a H/WJIM pacnaga 0e1KoB IKCTpane)i-
JIIJIIPHOTO MATPHKCA, 00beIMHECHHBbIC B CHHAPOMBI H
(eHoTHNBI HA OCHOBE OOIIHOCTH (PEHOTUNHUYECKUX H
KJIMHAYECKHUX MPOsiBJICHHIL

C Hamey TOUKU 3peHUs], HA OCHOBAHNUU KIIMHUYECKON U
(eHOTHIIMYECKON OOITHOCTH MOXKHO BBIJIEIISTD CIICTYOIIHE
BEChbMa pacpOCTPaHEHHbIE AUCIUIACTUYECKUE CHHIPOMBI U
(eHoTHTIEL.

OCHOBHBIE JUCTIITACTUYECKHE CHUHAPO-
MbI U ®EHOTHIIBI

1 INepBrunsbIii nposanc MurpansHoro kianana (ITIMK)

2. Mapdanounnnast BHemHocTs (MB)

3. Mapdanonono6usiii penorun (MI1D)

4. OnepcononobusIit henornn (SI1D)

5. Cmemnrannsiii penorun (CD)

6. Cuaapom runepmobmipHocTH cyctaBoB (CITMC)

7. Hexnaccudumupyemsiii penorun (HKD)

[ToMuMoO BhIIENIEpEYNCICHHBIX CHHIPOMOB U (heHo-
THUIIOB, MBI CYUTaEM HEOOXOIMMBIM BKJIIOUYHTH B IEPEUCHb
BO3MOXHBIX nposiBieHui JJCT nBa HeInarHOCTHYECKUX
3aKTro9eHus. K HUM OTHOCSTCS «TOBBIIIEHHAS TUCTIIACTH-
yeckast crurmaruzanus» (I1JC) u «rmoBbIeHHAs, TPEUMY-
IIECTBEHHO BUCILIEpaIbHAsl, JUCIUIACTHYECKasi CTUTMAaTH3a-
sy (ITCB).

B 0CHOBY AMarHOCTHKY NEPEYUCICHHBIX CHHAPOMOB 1
(heHOTHITOB TOJIOKEHBI COTIACOBAaHHBIE ANTOPHTMBI, TIOPO0-
HO ONMCaHHbIE HaMU paHee [5].

Hwxe npencrasiena cxema, MILTIOCTpHUpPYIOIIas paboTy
aNTOPUTMA JIMarHOCTHKH PAacHpOCTPAHEHHBIX IUCIIIACTH-
YEeCKHX CHHJPOMOB U (DeHOTHIIOB (pHLC.).

Kak BumHO U3 pucyHKa, 00CiIe0BaHuUE C IETBIO BBISB-
JICHUS! OTAEIBHBIX CHHIPOMOB M (DEHOTHIIOB TIpEIIoaract
(eHOTHTIIMYECKOE HMCCIIEIOBAHNE KOCTHBIX, KOKHBIX M CyC-
TaBHBIX NPU3HAKOB, ITPOBEICHUE HXOKAPIHOTPAYUIECKOTO
(Ox0KTI') obcienoBanue U ynbTPa3ByKOBOTO NCCIIEJOBAHUS
(Y3W) opranoB OpromHoii mojocTy u novek. I1pu BoIsiBie-
HHHW BHEIIHUX HPUZHAKOE 606J1€4eHUsA KOCIHOT CUCIEMbL
ClIeyeT IPOBECTH yITyONIeHHOE KIIMHIMYECKOEe 1 MHCTPYMEH-
TanpHOEe oOcnenoBanue i uckmodernss CM u poncTBeH-
Hbix eMy HHCT, npu HCKITIOUE€HIH TaKOBBIX MOXKHO CIIENIATh
3aximoueHne o MII® wnn MB. o uHCTpyMEHTaIBHBIM
o0cJieloBaHNEM MBI TIOHMMAaeM CIIEIHaIbHOe O(TaIbMO-
JIOTMYECKOe NCCIIEJOBAaHNE TIIA3HOTO SI0I0Ka U XpyCTallnKa,
JTy4YeBYIO JMArHOCTUKY AWCIUIa3MM Ta300€IpeHHBIX CyC-
TaBOB, IYPaJbHOW 3KTA3UHM M HAJIWYUS COOTBETCTBYIOIINX
M3MEHEHHH JIBIXaTeIbHON CHCTEMBI.

ITPUTJTAIIIEHUE K TUCKYCCHHA

[pu HaMYUK TPU3HAKOB BOBJICUCHUS KOKU U/HIH CyC-
TaBOB KaK B COYETAHUHU C IPU3HAKAMH BOBJICUEHHUSI KOCTHOM
CHUCTEMBI, Tak 1 0e3 HuX pedb MoxeT unru o 11D, CTMC,
C® umn HK®. U3 npencraBneHHON Ha PUCYHKE CXEMBI
BuaHO, uTo OX0KI m Y3U mccnenoBanme opraHoB Oprom-
HOM MMOJIOCTH Y MIOYEK UMEIOT CAaMOCTOATEIILHOE 3HAYCHHE B
nuarnoctuke HHCT. Peub uzer o AMarHocTuke NepBUYHOTO
I[MIMK wu pacmmpeHns aopThl, a TAKKE BBIABICHUHU JPYTUX
MaJblX aHOMaJIMi cepAlla U aHOMAaJIMK Pa3BUTHUSI OPraHOB
OpIOUTHOI ITOTOCTH U TTOYCK.

OnBIT NPaKTUYECKOTO NPUMEHEHUS! ONMHUCAHHBIX aJro-
PUTMOB TUATHOCTHKY CHHIPOMOB U (DEHOTHITOB Y JTUI] MOJIO-
JIOT0 BO3pacTa U B CTApIIMX BO3PACTHBIX TPYIIAX MoKa3al,
9TO KJIaCCH(UKAIUS OTACIBHBIX CHHAPOMOB M ()CHOTHITOB
BBI3bIBAET TPYAHOCTH, CBA3aHHBIE KaK C MPaKTH4eCKOU
OLICHKOW 3HAYMMOCTH OTAEJIbHBIX PU3HAKOB, TAK U C BECbMa
pacmpocTpaHeHHBIM (PEHOMEHOM YaCTHYHOTO MEPEKPBITHS
(overlap) mpu3HaKOB, CBOHCTBECHHBIX OTACITEHBIM CHHIPOMaM
n peHoTHIIAM.

Hmxe cymmupoBaHbsl HanOojee BakKHBIC peKOMEHIa-
IIUH, KOTOPBIMH HEOOXOIUMO TOJB30BAThCS MPH TTOTBITKE
KJIaCCHU()MKAIMH BBISBICHHBIX BHEUTHHX M BUCIEPATBHBIX
MIPU3HAKOB.

e [Ipu onenke BHemHUX npusHakoB JJCT HeoOxommumo
OTPaHUYUTh IEPEUECHb KOCTHBIX, KOKHBIX U CYCTaBHBIX MIPH-
3HAKOB JIMIIb TEMH, KOTOPbIE BKIIOUYEHBI B COITIACOBAaHHBIE
9KCIEepTaMU peKoMeH 1Ay, Paciimpenye cucka mpu3HakoB
BEJICT K TUTICPANATHOCTHKE CHHIPOMOB U ()CHOTHIIOB.

¢ B niepedHe nNpu3HaKoB, UCTIOIb3YIOIMIMXCS 11 AUArHOC-
TUKW CHHIPOMOB M ()CHOTHUIIOB, [IEI€COO00Pa3HO BBIICIATH
OCHOBHBIE U BTOPOCTENIEHHbIEC TPU3HAKHU.

e J[11s OIICHKH BOBJICUCHUS KOCHIHOU CUCHIEMbl HETIO-
CTaTOYHO OIMHUPATHCS JHINb Ha K03()HUIIMEHTHI, XapakTe-
pU3yIOILIME MPONOPLUUHU TeJda U OTHOLIEHUS KOHEYHOCTEH
K pOCTY, MOCKOJIbKY BBIXOJ] COOTHOIIEHUN 3a MpeaeIbl
JIOIYCTUMOT'O HEPEJKO BCTPEYaeTCs Yy JIUL, HE UMEIOLIUX
KOCTHBIX Jle(hopMarnii, BEICOKOTO POCTa M aCTCHHYCCKOTO
cnoxxeHus. TakuM 00pa3oM, UMEHHO TIOCICTHHUE CIIEAyeT
CUMTATh OCHOBHBIMM MPU3HAKAMH, a TIOKa3aTeu COOTHO-
LIEHUH — BTOPOCTENIEHHBIMHU.

o Kooicnvle npuznaxu Taxke Hy>KIal0TCs B pa3lieeHUN
Ha OCHOBHbIE U BTOpocTeneHHble. K OCHOBHBIM clieayer
OTHOCHUTH MOBBIIIEHHYIO PACTSHKUMOCTh KOXKH M THIIEPMO-
OMIBHOCTH CyCTaBOB. Bapuko3Hyr0 00JIe3Hb BEH HUKHUX
KOHEYHOCTEN, FEMOPPOM, TPBIKH, CTPUU U TIPOYHE IPU3HAKH,
TECHO KOPPETUPYIOUINE C MHBOJIIOTUBHBIMU MPOLECCAMU B
opraHu3Me cjelyeT OTHOCUTb K BTOPOCTEIIEHHBIM, BbIsIBIIE-
HUSL KOTOPBIX HEJOCTATOYHO AJIsl peAnonokenus o DD y
JIUIL CTapUIMX BO3PACTHBIX IPYIIIL.

o [Ipu o1IeHKE CycmasHbIX NPU3HAKOE HEOOXOTUMO YIH-
THIBaTh BO3PACTHYIO JMHAMUKY CYCTAaBHOH MOABH>KHOCTH.
Peub uaer o HENPUMEHUMOCTH KPUTEPUEB OLEHKU TUIIEP-
MobmneHOCTH (IMC) M0 Befitony mns mun muiaame 16 met
1 HeOOXOIMMOCTH YTOUHCHHS aHAMHECTHYCCKUX JTaHHBIX O
I'MC B MONIOZIOCTH ¥ CHHM)KCHUS TIOpOTa OaJUTBHOW OIICHKH
JUISL JIML CTapUIMX BO3PACTHBIX FPYII.

e TpakroBka BHcLepanbHbIX npuszHakoB JCT Takxke
4acTo BbI3bIBAET 3aTpyAHEHUS. CerofHs JUILb JBE aHOMATIUH
cepliia MOKHO paccMaTpUBaTh Kak KiaCCH()HUKAIMOHHBIC.
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Peus uner o [IMK u pacmmpenun kopHst aoptel. [IMK,
COMPOBOXKIAIOIIUICS TeMOINHAMUYECKH 3HAYMMON MUT-
panbHO peryprutanneii (MP) (2-#f n cTeneHu u BbIIIE)
¥ MUKCOMAaTO3HO# nereHeparmeir (M/]) cTBopok, cienyeT
paccMarpHBaTh Kak CaMOCTOATENbHBIN cuHpoM. CoueTaHue
IIMK u pacimpenns aopTsl TpeOyeT HCKITIOUSHNS CHHAPOMA
Mapdana 1 6nmu3kux emy GpuOpHIUTMHOTIATHH.

o CeropHs emie HET J0CTaTOYHBIX OCHOBaHMUH, YTOOBI
TOBOPUTH O BOBJICUEHUHU CEPACYHO-COCYAUCTON CHCTEMBI
IIpYU HaJAW4YUM JPYTUX MajblX aHOMAalIWi cepiaua, MOMHUMO
IIMK u pacmmpeHust aOpThl.

o HanGomnbIye 3aTpyTHEHUS TIPH MOIBITKE KJIacCU(H-
kanuu cuaapoMa IIMK Bo3HHKaIOT B Tex cCilydasx, Korga
orcyTcTBYIOT 3HaunMass MP u M/I. B mogoOubIX ciryuasx
[IMK moeT OBITh Kak caMOCTOSITELHBIM KIMHHYECKIM
cuaapomoM (cemeiinbrii [IMK), Tak U omHO# U3 MaJbIX
aHomanuii, conyrcrByromux MII® umu C.

e TUNUYHOE 3aTpyAHEHUE BO3HUKAET IPU TUArHOCTUKE
MII®, xoTopsIii IpeanonaraeT 00s3aTeNIbHbIC KPUTEPHH BOB-
JIe4eHUs] KOCTHOW CUCTEMBI U MAaTOJIOTMYECKUE U3MEHEHHS B
OJIHOM U3 BUCLEPAIIBHBIX CUCTEM WU IIPU3HAKY BOBJICUEHHUS
JBYX BUCLIEpAIbHBIX cucTeM. Hannaus mpu3HakoB BoBIeue-
HUSI KOCTHOM CUCTEMBI, KOXKH U CYCTaBOB €III€ HEA0CTATOYHO
I quarHoctuku MIT®D.

¢ He MeHbIIIMEe TPYIHOCTH BBI3BIBAET AUarHoctuka 11D
y JIAI CTApIIMX BO3PACTHBIX FPYIIII, KOTA YAA€TCA BBIIBUTD
MHOTO BTOPOCTENEHHBIX NMPH3HAKOB, CBUAETENBCTBYIOIINX
00 U3MEHEHHUSX CYyCTaBOB, COCYMCTOTO PyClia, BADHKO3ZHOM
M3MEHEHUHU BEH, BOSHUKHOBEHHUH I'PhIXK M NTO30B BHYTPEH-
HUX OpraHoB. Bce 3T mpu3Hakyu MOTYT OBITH CBSI3aHBI C
VHBOIIOTHBHBIMHU IPOLIECCAMU B OPraHU3Me MOXKHIIOTO ue-
JIOBEKa ¥ ITPU OTCYTCTBUH YOEJUTEbHBIX aHAMHECTHYECKIX
JIAaHHBIX U BBIABICHHS OCHOBHBIX Mpu3HaKoB OI1D, kakoBbI-
MU SIBJIIOTCS TIOBBIIEHHAs pacTXUMOCTb Kok 1 [ MC, He
MO3BOJISIOT ¢ YBEPEHHOCTBIO AUArHOCTHPOBaTh JI1D.

Mgl oTHaeM cebe OTYET B TOM, UTO IPEIOKCHHBIC alIr0-
PUTMEBI TUATHOCTUKY Ha3BAaHHBIX CHHAPOMOB W ()EHOTHIIOB
HYXJAI0TCSI B MHOTOKPAaTHON KJIMHUYECKOW MPOBEPKE U
JIOJKHBI TTOJIBEPraThCsl MEPECMOTPY MO MEpE HAKOIUICHUS
OIIBITA U 3HAHUH.
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