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Fny6okoyBaxaemble konneru!

Co BpeMeHU MPUHSITHUS TIEPBBIX HAITMOHATTbHBIX PEKO-
MEHAAUUI MO mpobsiemMe HaCIeICTBEHHbIX HapYLIEHUN
coenunutenvHoit Tkanu (HHCT) mpoumio tpu ropa.
Berienmue B cBeT B 2009 romy pekoMeHAAIMU M03BO-
JIWJIU CYIIECTBEHHO COMU3UTH MOAXOJbl K TUATHOCTUKE
HHCT, npunsTble MeXIyHapOIHBIM MEIUIIMHCKUM
COOOIIECTBOM, € MOAXOJaMU, CIOoXUBIIUMUCS B Poccuu.
CorylacHO TOCNENHUM, 10 HEeJaBHETO BPeMEHU TEPMUH
muctasust coemuauTenbHO TKaHu (JICT) He TOIBKO
mojHocThIo 3aMmeHsr moHsITHe HHCT, HO M BKiTIOwas
B ce0s1 BCe CJlydyau BBISIBICHUS KaKUX-JIMOO MPU3HAKOB
39MOpUOTEHE3a, KOTOPble 0003HAYAINCh KaK Heaud-
depenumpoBannsie JCT. Ctons mmpokas TpaKTOBKa
noasTus JJCT npuBommia K runepauarHoctuke HHCT,
co3aBajia MPEANOChUIKYU 111 HEOOOCHOBAHHOTO Ha3Ha-
YEHUsI MEIUKAMEHTO3HOTO JIEYEHUS U 3aTPYAHsUIA Mpo-
BeJIEHUE aIPECHBIX Mep MPOMUIAKTUKYU U JICUEHUS pa3-
JIMYHBIX IO CBOEU TeHETUYECKOU Mpupoae 3a00JeBaHUM.
[MpuHATbHIE KOMUTETOM 3KCIEPTOB PEKOMEHIAIIMU CITO-
COOCTBOBAJIA YCTPAHEHUIO 3TUX HEJOCTATKOB.

Crenyer Tpu3HATH, YTO TIOAXONbI, pa3pabOTaHHBIC
KomMutetoMm sKcniepToB, MOKa UCHOJB3YIOTCS B MPAKTU-
yecKoll paboTe KpaliHe HEIOCTaTOYHO. AKTYyaJbHOW
ocTaeTcs npoodsemMa, 4eTKo chopMyIUpOBaHHAS SKCTIEP-
Tamu EBpomneiickoro obliiecTBa KaparoJIOroB 1 3aKJI0Ya-
IoIIasicsl B TOM, UTO «ie, 045 K020 CO30aromcsi pyKogoo-

cmea, 4acmo e 3HaOmM 00 UX Cyulecneo8aHuu Uil He noab-
3yromces umu Ha npakmuke» (Vahanian A. et al., 2007).
OpmHaKo XMU3Hb HE CTOUT HAa MECTE U CEeTOHS YK€ HaKO-
TUJIEH OTIPEICJIEHHBIN OTBIT MPAKTUYECKOTO TPUMEHEHUS
QJITOPUTMOB TMATHOCTUKY IUCTUIACTUYECKUX CUHIIPOMOB
u denorumnos. Kpome Toro, BHIILIN B CBET PEBU30BAH-
uele [entckume xpurepum (Loeys B.L. et al., 2010),
B KOTOPBIX C(hOPMYJIMPOBAHBI HOBBIE TIOXO/IBI K AUATHO-
ctuke cuHapoma Mapdana u 6ombiioit rpynnet HHCT
OJIU3KUX K HEMY TI0 TEHETUYECKOl Tpupoae u (heHOTH-
MMUYECKUM TIPOSIBIIEHUSIM.

B nepBbix Poccuiickux pekoMeHAauusax ObLTA Mpe-
JIOXKEHBI O0IIME TIOAXOMbl K NUAarHOCTUKE Pa3IMIHbBIX
HHCT. IlepBbIii mepecMOTp peKOMEHIAIUI, BBIXOMSI-
mux Toja 3runoir Poccuiickoro KapamoJornyeckoro
oO11ecTBa, yaeasieT 0coboe BHUMaHUE KapAuoJiorhye-
CKUM acriekTaM 3TOi TpoOieMbl. DTOT ITOKYMEHT ellle
6outbire commnkaet moaxonbl K nuarHoctnke HHCT, mpu-
HSITBIE BO BCEM MUpE, C TEMU, KOTOPbIE MOTYT OBITh pea-
JIN30BaHbI B HAIIEH CTpaHe.

[To3BosbTEe BBHIPA3UTH YOEXIEHUE B TOM, YTO HOBAsI
pemakius peKoOMeHAAUi TIOMOXET MPaKTUIYeCKOMY
Bpady pa3o0parbCcsl B 3TOM CIOXKHOM TTpodieme.

IIpesudenm Poccuiickoeo kapouonoeuueckoeo obuecmaa,
akademux PAMH, npogpeccop E. B. llisxmo
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OCT — aucnnasus coeauHUTENbHON TKaHu CT — coeanHuTenbHas TkaHb

VDA — uMMyHODEPMEHTHBI aHanu3 C3/, — cvuapom Anepca — JaHno

KT — komnbloTepHas Tomorpadus Y3 — ynbTpa3BykoBOE MCCNefoBaHme

JIK — neBblii xenyno4ek XCH — xpoHunyeckas cepieyHas HeaoCTaTO4HOCTb

MAC — manble aHomanuu cepaua SKTI — anektpokapavorpadus

MK — muTpanbHbIi knanaH 9xoKI™ — axokapauorpadus

MPT — MarHuTHO-pe3oHaHcHas Tomorpadus MASS-deHotvn — akporum: Mitral valve, Myopia, Aorta, Skeleton, Skin
HHCT — HacneacTBEHHbIE HAPYLIEHUS COELMHUTENBHOW TKaHN TGFBR — pevenTopbl TpaHcdopmupytoLLero dpaktopa pocta 3

NMMK — nponanc MuTpanbHOro KnanaHa TGF-B — TpaHchopmupytoLLuii dhakTop pocTa 3

CIMC — cuHAPOM runepMobunbHOCTU CycTaBoB
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BeepeHune

CoumanbHast 3HAYMMOCTh KapANOJOTUIECKUX acTieK-
TOB TTPOOJIEMbI HACJIEACTBEHHBIX HAPYIIEHUI CTPYKTYPhI
u dynkuuu coenunutenbHoit TkaHu (HHCT) upesBbi-
yaiiHo Beicoka. Co3manHas B 2006 rony cekuust Poccuii-
CKOTO KapAMOJIOTUYEeCKOro obiecTBa «Jucruiazuu coe-
JUHUTEIbHOM TKaHU cepaua» cymesa chopMUpPOBATH
TPYIIY 9KCTEPTOB U MOATOTOBUTH repBbie Poccuiickue
pekomeHmamuu 1o nuarHoctuke HHCT, koTopsle ObLIH
npuHATH Ha PoccuiickoM HalMoOHATLHOM KOHTpecce
kapauosioros B 2009 romy. 3a mpolreaine Tpy rojaa Hako-
TIJIEH OTIPEESIEHHBIN OTBIT MTPAKTUYECKOTO TPUMEHEHUSI
OTMUCAHHBIX B PEKOMEHAALMSIX aJITOPUTMOB, BBIIIET
B CBeT mepecMoTp [eHTCKUX KpUTEpUEeB MUArHOCTUKU
cuHnpoma MapdaHa u psiia poACTBEHHBIX €My HacJeIy-
€MBbIX CUHJIDOMOB, TOSIBUJIMCh HOBBIE NAHHBIE O POJIN
MyTalnii TeHOB MOP(OTeHETUUECKUX OEJTKOB U UX PEIIeTI-
topoB B pazsuturn HHCT. HakornieHb! g1aHHbIe 0 posin
JIACTUTACTUYECKUX (DEHOTUTIOB B PA3BUTUU KapauaIbHON
MaToJIOTVH, BO3HUKJIA HEOOXOAUMOCTh YTOUHEHUST Tep-
MUHOB U Ie(DUHUITUIA.

Bce ckazaHHOe MOCTYXWJIO OCHOBAaHMEM [JIST CO3/a-
HUSI WHWUIMATUBHOM TPYIIbI MO TMOATOTOBKE HOBOW
pelakunu HalMOHAJIbHBIX peKoMmeHgauuii. IIpoekT
HOBBIX pEKOMEHAAIUil ObUT pa3ociaH 3JKCIepTam
o Borrpocam HHCT. B nmanbHeiiem pabouast rpyrima
C Y4eTOM 3aMeYaHWi{l W TIPeIJIOXKEHUI TONTOTOBUIA
JIOKYMEHT JJIsi yTBepXkaeHusi Ha PoccuiickoM Haimo-
HaJIbBHOM KOHTPECCE KapnOJIOTOB.

OCHOBHBIMM JOKYMEHTaMU TIPU TOATOTOBKE DPEKO-
MEHAALIMU MOCTYXUJIN:

1. BepnuHckast HO30JI0THSI HACJIEAICTBEHHBIX HapyIile-
HUl coenquuuTenbHol TKaHu (Beighton P. et al., 1988);

2. MexnyHaponHble PEeKOMEHAAIUU AUArHOCTUKU
cuHapoMa Mapdana — Ienrckme kpurepuu (Ghent
criteria, De Paepe A. et al., 1996, Loeys B. et al., 2010);

3. MexayHaponHble PeKOMEHAAIUU AUArHOCTUKU
cuHnpoma Dnepca — [lanno — BunibdpaHiiickue Kpure-
pum (Villefranche criteria, Beighton P. et al., 1998);

4. MexayHaponHble PEKOMEHIAIUU IUArHOCTUKU
cuHApoMa rtunepmoOmwibHOCTH cyctaBoB (CI'MC) —
Bpaittonckue kputepun, 1998 ¢ nocnenyoieit ux peBu-
sueit R. Graham (2000);

5. PykoBOICTBO 10 BENEHWIO MAIIMEHTOB C KJIAraH-
HbIMU Gosie3HsiMu cepatia (Bonow R. O. et al., 2006);

6. AHanuTHyecKuii 0030p «/ucCIIacTU4eCKUe CUH-
IpoMbl U GeHOTumnbl. JucraacTudyeckoe cepale»
(3emuoBckuii D. B., 2007).

Hacrosimiue pekoMeHIanmy He CTaBsIT LETbIo U3I0XKe-
HME BCEX aCTeKTOB OJTHOU M3 CIOXXKHEUIITNX TTPOOJIEM COB-
pPEMEHHOU METUIIMHBI, KAKOM SIBJIsIeTCs Tpo0ieMa Hacie -
CTBEHHBIX HapyIIeHUN COCTWHUTETBHOU TKaHU. 37ech
OTCYTCTBYIOT JJAaHHBIE O JIECATKAX CUHAPOMOB, KOTOPBIMU
3aHUMAIOTCSl BpauMd CaMbIX Pa3HBIX CIEIUAIBHOCTEH —
OT OPTOIENOB U XUPYProB A0 T€MATOJIOTOB U CTOMATOJIO-
roB. PeBu3ust HalMoHAJIbHBIX pEKOMEHIAIMi MpU3BaHa

moMoub Bpady pazobparbcst B ipodsieme HHCT, ynudu-
LIMPOBaTh MOAXOAbl K JUATHOCTUKE HauboJjee pacrpo-
CTPaHEHHBIX HACJIEAYeMbIX CUHAPOMOB U NUCIUIACTAYE-
cKUX (hDEHOTUIIOB, CIENAaTh COMOCTABUMBIMU PE3YJIBTATHI,
MOJTy4aeMble Pa3IMYHbIMU UCCIECAOBATEISIMU.

1. OnpeaeneHne NOHATUI U NPUYUHDI
pPa3BUTUA HacieACTBEHHbIX HapyLIJeHI/Iﬁ
COeAVHUTENbHOW TKaHU

Upe3BblualiHO BaXXHBIM YCJIOBUEM [UISI TIPOBEINCHUS
KOOPIMHUPOBAHHBIX UccaenoBanuit o rnpooieme HHCT
SIBJISIETCSI COTJIACOBaHUE TTOHSITUITHOTO arapara, UCTojb-
3YIOIIETOCsI B Tpollecce AMarHoCcTUKU matosioruu. Cre-
JIyeT UCTIOTh30BATh CJEMYIONINE TEPMUHBI U IEDUHUTIAN.

Hacaedcmeennvie  Hapywenus  coeOuHuUmMeAbHOU
mkanu — TeTepoTeHHas rpyrma 3abojeBaHui, 00yCIOB-
JIEHHBIX MYTAIlMSIMU TEHOB O€JIKOB BHEKJIETOUHOTO MaT-
pukca win (pepMeHTOB WX OMOCHMHTE3a, a TaKKe TeHOB
0eJIKOB, YJaCTBYIOIINX B MOp(hOTreHe3e COeNUMHUTEIbHOM
TKaHM.

TepmuH «ducnaasus coedunumeawvrou mxanuw»> (JCT)
MOXEeT OBbITh UCITOb30BaH KaK CMHOHUM HAaCJIEeICTBEH-
HBIX HapYIIEHUI COeNMHUTENbHOM TKaHu. OgHAKO Tep-
muHel HHCT wu JICT He HOMKHBI HCITOJIb30BAaTHCS
B KayecTBe JMarHo3a, MOCKOJbKY Bpauy CieayeT CTpe-
MUTBCS JTUAarHOCTUPOBAThL OTMpPENEJIEHHBI CUHAPOM,
U JIUIIL B CJydae HEJOCTaTOYHOTO Habopa OIpeesieH-
HBIX TPU3HAKOB BBIHOCUTH pPEIlleHNe O HeKIaccuduim-
pyeMOM HacJIeZICTBEHHOM CUHIpOME Uin (peHOoTUTIE.

Maavte anomaauu pazeumus (MAP) — HacnencTseH-
HbIE W/WUW BPOXICHHBbIE aHATOMUYECKUE OTKIIOHEHUSI
pa3BUTHSI OPTaHOB OT HOPMAJbLHOTO aHATOMMYECKOTO
CTpOCHUSI, HE CBSI3aHHBIE C aHATOMO-(U3UOJOTUYE-
CKMMM OCOOEHHOCTSIMU JIeTel, CITIOCOOHbIE TIPU OTIpeJie-
JIEHHBIX YCJIOBUSIX CTaTh MPUIMHON HapYIIEeHU X hyH-
KIIWH.

Ilopox pazeumus — BO3HUKAIOIIEE B MpOLIECCE BHY-
TPUYTPOOHOTO WJIM TIOCJIEPOIOBOTO Pa3BUTHSI CTOWKOE
OTKJIOHEHME OpraHa OT HOPMAaJbHOTO aHATOMHUYECKOTO
CTPOEHUSI, IPUBOJISIIIEE K KIMHUYECKU 3HAYMMbIM Hapy-
MIEHUSIM eT0 (DYHKITUU.

B ocnose passutus HHCT nexar mMyrauuu reHOB,
OTBETCTBEHHBIX 3a CHUHTE3 WJIM pacraj KOMIIOHEHTOB
9KCTPALCJUTIOJISIDHOTO  MaTpUKca COENUHUTETbHOMN
TkaHu. CeroHsI U3BeCTHA OOJIbIIAsS TPYIITIa MOHOTEHHBIX
HHCT, compstkeHHBIX ¢ MyTallleil TeHOB OEJIKOB BHeE-
KJIETOYHOTO MaTpukca (KOJJIareHbl Pa3IMYHbIX THUIIOB,
(GUOpPUUITMH, TEHACLIMH U MH. JIp.), TEHOB PELENTOPOB
pOCTOBBIX (haKTOPOB, B YACTHOCTHU, TpaHCHOPMUPYIO-
mero ¢dakrtopa pocra — B (TGF-B) (transforming growth
factor-f3), 1 MaTPUKCHBIX METAJUIONIPOTENHA3.

MyTaimu 3TuX TeHOB TTPUBOJST K PA3BUTUIO MHOXECTBA
HHCT, xonnuectBo KOTOpBIX cerofHsi mpeBbicuio 250
(Kamypuna T. U., Topoynosa B. H., 2009). Peus uner o cun-
npomax Mapdana, Dnepca — JlaHio, HECOBEPILIEHHOM
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OCTeoreHe3e U MH. Ip. B nx ocHOBe JiexKat U3BeCTHbIE MOHO-
reHnble JiedekTbl 0eNKOB IKCTPALE/LTIOISIPHOTO MATPHKCA,
HacJielyeMble NPEUMYHIECTBEHHO MO AyYTOCOMHO-OMHHAH-
THOMY H pezKe 10 ayTOCOMHO-PeleCCHBHOMY THITaM.

IToBcemecTHOE TPUCYTCTBUE COENUHUTEIBHON TKAHU
JIeJIaeT MOHATHBIM pa3HOOOpa3ue MpPOSIBIEHUI, CBSI3aH-
HBIX C ee nedeKTaMu, M TOBBIIIEHHBI UHTEPEC K 3TOiM
npo6yieMe CeHUaATUCTOB, PAOOTAIOIIMNX B CAMBIX PA3HbIX
obnactsix MenuuuHbel. Muorue HHCT 3apeructpupo-
BaHbl B 0ase maHHbIX Online Mendelian Inheritance in
Man (OMIM) HauuonHasbHOTO IIEHTpa IO BOTIPOCaM
OuoTrexHoJiornueckoit wHbopMmauu (web-cTpaHula:
http://www.ncbi.nlm.nih.gov/omim).

JuarHoctuka OOJBIIMHCTBA HACJIEAYEeMbIX CUHIPO-
MOB COITIpSIKEHA C TPYAHOCTSIMU, KOTOPbIE BO3HUKAIOT
U3-32 CXOACTBA UX CUMITOMOB U KJIIMHUYECKUX MPOSIBIIE-
Huit (overlap connective tissue disorder). K mpumepy,
MPU3HAKA TUNEPMOOUIBHOCTU CYCTABOB SIBJSIOTCS
o0IMMU IS TaKUX PA3TUYHBIX KIIACCU(DULMPYEMBbIX
HacjeayeMbix 3abojieBaHUIA Kak cuHApoM MapdaHa,
cuHIpom Diepca — JlaHIO0 1 HECOBEPIIEHHbBIN ocTeore-
He3 (Malfait E et al., 2006). Takke mposiaric MUTpaJib-
Horo kjamnaHa (ITMK) moxeTt BcTpeyaTbCsl MPU MHOTHUX
HacJieTyeMbIX CUHAPOMAX, HO €I Yalle SIBJISIETCS CaMO-
CTOSITEJIbHBIM 3200JIEBAHUEM.

CrieryeT OTMETUTh, YTO KOJIMYECTBO HAPYIIEHUI coe-
JUHUTEbHOW TKaHW, TPYNIUPYIOUIUXCSI B CXOIHbBIE
10 BHEIIHUM W/WJM BUCLEPAIbHBIM TpU3HaKaM (heHO-
TUTIBI, YPE3BBIYAWHO BEJIUKO, a UICHTUDULIMKALINS TAKAX
HapyLIeHUI CTaJIKUBAETCS C TPYIHOCTSIMU U3-32 HEOOXO-
MUMOCTHU MPOBENECHUS BECbMa CIOXHBIX U TOPOTOCTOS-
LIKUX MOJIEKYJISIPHO-TEHETUYECKUX UCCIIETOBAHUMA.

Hnsg mmarHoctTuku Hambosiee m3ydeHHbIXx HHCT
KUCTIOJIb3YIOTCSI COTJIACOBAHHbBIE KPUTEPUU, O3HAKOMUTH
C KOTOPBIMU IIUPOKUI KPYT MEAUIIMHCKONW OOIIECTBEH-
Hoctn Poccuu — omHa M3 3a1a4 HACTOSIIIIUX PEKOMEH 1a-
uuii. JIpyroii 3amadeil sBiageTCs cCUCTeMaTU3alusl MpU-
3HAKOB (MapKepoB), JIEXAIINX B OCHOBE NUArHOCTUKU
mo6bix HHCT, u mpuBenenue npunsThix B Poccun anro-
PUTMOB IUATHOCTUKU OTAEIbHBIX CUHIPOMOB U (DEHOTH -
TOB B COOTBETCTBUE C OOIIETIPUHSATHIMU B MUPOBOIL
MEIUIIMHCKOM MpaKTUKe.

IMockonbKy neraqbHOE M3y4YEeHUE BCEX MPU3HAKOB
HHCT upe3BbluaiiHO TPyIOEMKO, a UCTIOJIb30BaHUE UX
MOJHOTO CHUCKAa HEMPUTOJHO I MPAKTUYECKOTO MPU-
MEHEHUsI, IPUOPUTET OTIAH TeM U3 HUX, KOTOPbIE UMEIOT
HauOOJIBIIYIO0 TUATHOCTAUYECKYIO 3HAYMMOCTb U UCITOJb-
3YI0TCS B OITyOJTMKOBAHHBIX PEKOMEHIALUAX IO AUArHO-
ctuke Hambosee nzyuyeHHbix HHCT.

2. MpuyHUMNbI AMArHOCTUKU HACNeACTBEHHbIX
HapyLleHUin COe AUHUTENbHON TKaHU

2.1. O6wme NPUHLMNbI AUarHOCTUKU
Oomme moaxoawpl K auarHoctuke HHCT mosmkHBI
OBITh OCHOBaHBI Ha KOMILIEKCHOM aHajIi3¢ pe3yIbTaToB

KJIMHUYECKUX, TeHEATOTUYECKUX, JIA0OPATOPHO-UHCTPY-
MEHTAJIbHBIX U MOJIEKYISIPHO-TE€HETUYECKUX UCCIEN0BA-
HUM.

Kimnnyeckoe o0cenoBanme 10JKHO BKITIOYATH B ce0sT
YTOYHEHUE 3Xajlo0 MauueHTa, cOOp HAaCIEACTBEHHOIO
U CEMEMHOT0 aHaAMHEe3a, AHTPOIOMETPUIO, aHAJIU3 POJIO-
CJIOBHOM, (heHOTUNIMYECKOE U (DU3UKATBbHOE 00CIenoBa-
Hue. Ype3BbIlUallHO BaXXHOU YAaCTbIO KOMILJIEKCHOTO
HCCJIeOBAHUS MTALIUEHTA SIBJISIETCS 00CIeJOBAHUE CEMbH,
MO3BOJISIIONIEE MOATBEPAUTh HACAEACTBEHHYIO MPUPOILY
BBISIBJIECHHOI MaTOJIOTUM.

Jlaboparopnas mmarnoctuka. [lepeueHn s1aboparop-
HBIX TMOKa3aTelei, U3MEHEHUE KOTOPBIX YIAETCS BbIs-
BuTh nipu HHCT, upe3BblyaiiHO MIMPOK, OMHAKO OOJb-
LIMHCTBO U3 HUX HE SBJSETCS cCeUU(DUYHBIMU 711 TOTO
WIU WHOTO CUHAPOMA, a JIMILIb XapaKTepU3ylT COCTOS-
HUE OTIEIbHBIX BUIOB COENVUHUTEIbHOTKAHHBIX CTPYK-
Typ (COOCTBEHHO COEIMHUTEIBHOM, XPSIIEBO U KOCT-
HOU TKaHU, a TAKXKE KPOBU U JTUMDBI).

IToka3aTeu cOCTOSIHUSI OCHOBHOTO BeHIECTBA COEINHMU-
TeJIbHOM TKAHU

1. Twukozamunoeauxanst SIBISIIOTCS KOMIIOHEHTOM
OCHOBHOTO BEIIECTBA COEAWHUTENbHON TKaHU. OHHU
00ecTieunBalOT MEXKJIETOUYHBIE W MEXMOJIEKYJISIPHBIC
CBSI3U, YIACTBYIOT B (POPMUPOBAHUY PAZTTUIHBIX DJIEMEH -
TOB ¥ CBOMCTB COEAMHUTETHLHON TKaHMU.

OmnpeneneHre OOIMIMX  TIUKO3aMUHOTJIUKAHOB
B KPOBU JIa€T TOCTATOUYHO TOJTHOE MPEACTABIEHUE O TKa-
HEBOM MeTaboJm3Me 3TuX coeqnHeHui. [Tpu pa3smunaHbIx
BapuanTax HHCT oTmeueHo ycusieHue BbIACIECHUS TN~
KO3aMUHOTJIMKAHOB C MOUYOI U TTOBBIIIIEHUE COIEPXKAHUST
WX B KPOBU, IPEUMYIIIECTBEHHO 3a CUET CyTh(haTUPOBAH-
Hbix. [1py 9TOM He cremyeT 3a0bIBaTh, UTO OTpeaeIeHue
TJINKO3aMUHOTJIMKAHOB B MOY€E JIOJIKHO TTPOU3BOIUTHCS
¢ Y4€TOM (DyHKLINU MTOYEK.

HaubGonee nHbOOpMAaTUBHBIM METOAOM OMpENEIEeHUS
TJINKO3aMUHOTJIMKAHOB SIBJISIETCS] TOHKOCJIOMHAST XpoMa-
Torpacdusi, TO3BOJSIONIAS OINPEAETUTh OTIEJbHbIE
KJTacChl IAHHBIX COEMHEHUA.

2. Qubponekmun — TIVKONPOTEWH, CYIIECTBYIOIINI
B TJITa3MEHHOW W TKaHeBOl pakiusx. ObecrieunBaeT
MEXKJIETOUHBIE U MEXMOJIEKYJISIpHbIE CBSI3U, CITOCOO-
CTByeT Murpauuu u npoaudepauun ¢HudpobdIacToB
U TIaJKOMBIIIEYHBIX KJIETOK, YYaCTBYeT B PETYJISIIUN
CBOOOIHO-PAINKAIILHBIX MPOILECCOB U BXOIUT B COCTaB
TIePBUYHOTO MAaTPUKCA MOCTE TTOBPEXKICHMUSI.

OTMEUYEeHO CHIXKEHUWE CcolepXaHus (UOpOHEKTUHA
B KPOBM TIpU cUHApoMe Diepca — JlaHo.

Meton uccienoBaHust: UMMYyHOGhEPMEHTHBIN aHAIN3.

3. Qubpuaaun OTHOCUTCS K TIMKOTIPOTEMHAM; BXOJIUT
B COCTaB MUKpOUOpWILI, (HOPMUPYIOLIUX OCHOBY 3Jja-
CTMHA; HAXOMUTCS B XpYyCTaJMKe, TEepUoCTe, aopTe.
MaxopHag myrtauus reHa FBNI npu cunapome Map-
(bana mMpuUBOAUT K aMUHOKUCJIOTHOW 3aMeHe TPOJMHA
Ha aprMHUH B MOJIeKyJie (hubpuunHa.
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IToka3aTenu coCTOAHNUS KOJUIareHa

1. Hapywenue obpa3oeanus u co60pku Koaiazena iMeeT
Mecto nipu MHorux HHCT. Tak, ymeHbllleHUE KOIMye-
cTBa KoJiiareHa | Tumna BeISBIISIETCS P HECOBEPIIEHHOM
octeoreHese. Ilpu cunnpome Mapdana HadmOmaeTCs
NOBbIIeHHbIN cuHTe3 KojuiareHa III Tuma u ymeHbleHue
NMPOaYKIMHU KoJuiarena | Tuma, Hapymaomue ux HOPpMAJib-
Hoe cooTHomeHue (B Hopme oTHomenue I Tum/III Tun
paBHo 6/4, a mpu cunapome Mapdana — 3/7).

IMpu cunnpome Dnepca — Janno V Tumna yMmeHbIIaeTCst
KOJIMYECTBO TIOTIePEUHBbIX CITMBOK KOJIIareHa, a Hapyllle-
HME CTPYKTYpbl KOHIEBBIX YYaCTKOB KOJUIAT€HA BBISIBIISI-
eTcs rpu cuHapome Dnepca — Janmo IV tuna. [pu Heko-
TOPBIX TUIIAX 3TOTO CUHAPOMA BBISBIISIETCSI YMEHbBIIEHNE
KOJIMYECTBA TUIPOKCUIN3UHA, HEIOCTATOUHOCThH JIN3U-
JITMIPOKCUIIA3bI, a TAKXKe CHUKEHUE aKTUBHOCTU N-Tep-
MUHaJTbHOW TenTuaasbl mpokosareHa | rtwuma. s
OLIEHKM COCTOSTHUSI KOJUTareHa B KJIMHUYECKOU MPaKTUKe
WCTIONBb3YETCS UMMYHOTMCTOXUMUYECKU METOJ, OCHO-
BaHHbBIN HA TUTTMPOBAHWM KOJUIAar€Ha C TIOMOIMIBIO UMMY-
HO(ITIOOPECIIEHTHBIX aHTUTEJT K KOJJIareHaM Pa3IMIHbIX
tutoB. Kpome Toro, [J1s1 OlIeHKM MeTaboIM3Ma KoJiareHa
WCTIONB3YIOTCS OMOXUMWYECKME METOJbI, BKIIIOYAIOIINE
onpezesieHNe OEIKOBOCBSI3aHHOTO ¥ CBOOOTHOTO THUIPOK-
CUTIPOJIMHA B KPOBU U MOYE, KOHIEBBIX MIPO- U TEJIOTET-
TUIOB, TaJIAKTO3WIOKCWIN3UHA, TUPUINHOIMHA U JIE30K-
CUTIMPUAVHOJINHA.

2. Tudpoxcunpoaun. OtmipenesiecHNEe B KPOBH M MOYE
TUIPOKCUTIPOJINHA — OCHOBHOTO MapKepa KoJjiiareHa
o meronay J. Bergman u R. Loxley (1969) B monucduka-
uusix E.W. Jaiixuna ¢ coast. (1983) u I1. H. IllapaeBa
(1990) maér mpencrasieHrue 00 MHTEHCUBHOCTU OOMEHa
KOJIJTareHa B 1I€JIOM ¥ OTPAaHUYEHO B UCTIOJIb30BAHUU, TAK
Kak JIaHHBIH 1MOKa3areib He UMEeT TUTIOBOI crieunduy-
HOCTH ¥ 3aBUCHUT OT KOJUIaTeHa, COJepKallerocs B MUIIIE,
a Takke OT (DyHKIITMOHATBLHOTO COCTOSTHUSI TTOUEK.

3. Mapxkepot 6uocunmesa roatrazena I muna — xKap-
OOKCH- 1 aMUHOTEPMUHAJIbHBIE TIPOTIETITU/IHI TPOKOJLIA-
reHa | Tuma, MCTONB3yIOTCS B KadyecTBe ITOKaszaTelist
OCTeOoTreHe3a M MOTYT WCIIOJIb30BaThCS JIJISI €r0 OLIEHKU
npu cuHapomax Mapdana, Dnepca — JlaHio u HecoBep-
IIEHHOM ocTeoreHe3e. KommuecTBo JaHHBIX MPOTIETNTH -
JIOB TIPSIMO TIPOTIOPIIMOHATTLHO KOJIMYECTBY OTKJIaIbIBae-
MOTO B KOCTM KojyiiareHa. Mx comepxkaHue B KpOBU
HE 3aBUCUT OT COCTOSIHUSI KJIIyOOUKOBOU (puibTpaiuu,
TaKk KakK MOJIEKYJIsIpHAasl Macca JaHHBIX COEIWHEHUi
coctasisier 100 KJla v oHu He (puabTpyIOTCS TTOUKaAMU.

— 00a mporenTyuaa MeTadoJU3UPYIOTCS B TIEUSHU;

— METOJIbI OTIpe/ieSICHUs] B KPOBU: PAlMOUMMYHHBIN
U UMMYHO(MEPMEHTHBIN aHAJN3;

— BO3MOXHA TakXe OIlEHKAa aKTMBHOCTU N-TepMU-
HaJIbHOU TeNTUaa3bl TpoKosiareHa | turma.

4. Mapxkepot deepadayuu xoarazena I muna.

4.1. Tenonentunsl kojutareHa | tuma: C-tenomemn-
TUAB (KapOOKCUTEPMUHAIbHBIE TEJIOTENTUABl KOJuia-
reda | tuma) u N-tenonentuasl (aMUHOTEPMUHATLHBIE

TEJOTeNTUAbl KojimareHa | Tuma) — TmoKa3zaTenu
pe3opOimu KOCTH Tpu cuHAapoMax Mapdana, Diepca —
J1aHJI0 ¥ HECOBEPIIIEHHOM OCTEOTeHEe3€.

YpoBeHb C-TeOMENTUIOB MOBBIIIAETCS TIPU OCTEO-
Mopo3e; JJIsT OTIpeIe/IeHUsI B KPOBU MIPUMEHSIOT PaJinio-
WMMYHOJIOTUYECKUIT METO/ C MCIOJIb30BAaHUEM TIOJH-
KJIOHaIBbHBIX aHTUTeN ¥ Serum CrossLaps Tect (MMMyHO-
depmenTHoiit anamuz — MPA), a B moue — Urine Beta
CrossLaps Tect (M®DA).

N-TeJonenTUAbl SBISIOTCS MPEAUKTOPaAMU Tepeso-
MOB KOCTEl TIpU psifie HacJeTyeMbIX CHHIPOMOB; B ChIBO-
POTKE KPOBU UM MOYE OTIPEIEIISIOT ¢ ToMoIbio MDA,

4.2. Iaaaxmosutoxcuausun — 10Ka3aTeIb Pe30pOIIUN
KOCTH. MOXET UCTIOJIb30BaThCs IJIsT €€ BBISIBJICHUS TIPU
cunapomax Mapdana, Diepca — JlaHio 1 HeECOBepIIIEH-
HOM octeoreHede. OH BecbMma crienuduyeH s Kojuia-
reHa [ Tuna, sBysieTcst 6oJiee YyBCTBUTEIBHBIM MapKepOM
paspylieHusi KOCTH, YeM TUIPOKCUTIPOJINH, He MeTabo-
JIU3UPYETCS B TIEYEHU W MPAKTUUYECKU B HEU3MEHEHHOM
BUJIE IKCKPETUPYETCST C MOYOIA.

st ompenesieHusl TalaKTO3UIOKCUIIN3WHA UCTIOJNb-
3yeTcs BHICOKOpa3peliaronias XXuaKoCTHasl XpoMaTorpa-
¢usd ¢ nmocneayommmM GIIOOPECIEHTHBIM aHATN30M.

Heduuur nmusun-4-runpoxcunassl 1, ydacTBylomieit
B TUIPOKCWIMPOBAHUY JIM3MHA TIPUBOAUT K PA3BUTUIO
TUTIEPAJIaCcTO3a Yy MAIMEHTOB C CUHIPOMOM Djepca —
Hano.

4.3. Ilonepeunste coedunenus («cuuexu» — cross-links)
koanaeenoe I, IT, Il u 1X munog: nUpUAMHOINH U N€30K-
CUTTMPUAVHOJINH — TIOKa3aTeJId pe30pOIun KOCTH, KOTO-
pasi MOXET MMeTh MeCTO Tpu cuHapoMax MapdaHa,
Drnepca — [laHJIO 1 HECOBEPILIEHHOM OCTEOTeHE3E.

5. Pezyaamoput o6mena Koarazena.

MaTpuKCHbIE METAIONPOTENHA3bl U TKAHEBbIE WHIHU-
OMTOPBI MATPUKCHBIX METAJLJIONPOTENHA3

— auchajlaHC MOXeT ObITh UCTIONB30BaH ISl OLEHKU
PEMOIEIMPOBAHUSI COEMUHUTETLHOTKAHHBIX CTPYKTYDP
TpU psifie HACJIEAYEMbIX CUHIPOMOB;

— ormpenensiercs ¢ momotnbio MDA,

1. Tpancgpopmupyrowuii paxmop pocma [ (TGF-B)
CyIIIECTBYeT B Heckosibkux unzodopmax: TGF-Bl, TGF-
B2, TGF-B3, TGF-B4.

Paznuuunit B ¢dyHkunoHanbHOU akTuBHOCTU TGF-
B1 u TGF-B2 He BbISBIEHO.

K yucity ocHOBHBIX 3(P(HeKTOB OTHOCUTCS HAKOILIEe-
HUE OeJIKOB BHEKJIETOYHOTO MaTpuKca (KoJuiareHa 1 3J1a-
CTMHA), C KOTOPBIM CBSI3BIBAIOT aHA0OIMYECKOE IeCTBIE
JaHHOTO (akTopa, a TakKXe peryjsiius WMMYHHOTO
OTBETA U CTUMYJIALIUS aHTMOTEHE3a.

Ilpu paae cunapomoB (IV Tume cuHapoma
Dnepca — Jlanno, cuHapome Mapdana u Jlynca —
JuTia), KOTOpble COMPOBOXKAAIOTCSI PA3BUTUEM aHEB-
pU3MBI aOPTHI, OOHAPYXEHO HaJW4ue MOJTUMOPOU3-
MoB reHoB penienTopoB TGFBRI v TGFBR2. B pe3ynb-
TaTte  3TOrO TGF-B, peiicTBywImuii  4epe3s
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anbTepHATUBHBIC TTYTU, OKa3biBaeT 3 (HEKThI, MPOTHU-
BOTIOJIOKHBIE KJIACCMYECKUM, TO €CTh WHAYLUPYET
amorTo3 TJIANIKUX MBIIIEYHBIX KJIETOK, CITOCOOCTBYET
TpaHchopmauuu Gudpo61acTOB B MUODUOPOOIACTEI,
TMOBBIIIEHUIO aKTUBHOCTU MATPUKCHBIX METAJLIOTIPO-
TeWHa3 W Jerpagaluy 3KCTPALEsTIoNSIPHOTO MaT-
pukca (Jeffrey A.J. et al., 2009).

OrpenensieTcsi ¢ TMOMOIIbI0O UMMYHO(MEPMEHTHOTO
aHanmsa.

2. Tenacyun X OTHOCUTCS K TpyTIie MopdoreHeTrye-
CKUX OEJIKOB U SIBJISIETCST PETYJISITOPOM aKTUBHOCTU Mart-
PUKCHBIX METAJIJIOTIPOTENHA3.

— MPUHMMAET yJacTre B CUHTE3e KOJIJIareHa;

— ero AeUIUT BeJIeT K PA3BUTUIO TUTIEPMOOMIBHOTO
ThMa cuHaApoma Diepca — JlaHIo;

— omnpenensetcs ¢ momombio MMA (ogHaKo OTCYT-
CTBUE OMHO3HAYHBIX PE3YIbTAaTOB MPEMSTCTBYET BHE-
JIPEHUIO TAHHOTO TOKAa3aTesisl B IUPOKYIO MPAKTUKY).

3. Ackopbunosas xucaoma. E€ nepunut npuBoaut
K HapylIeHWIO CO3peBaHUSl KoJjlareHa, OMOCUHTE3a
XOHAPOUTUH-CyNbdaToB. Heduuutr ackopOUHOBON
KUCJIOTHI BBISBIISIETCS TPU PA3IUYHBIX HaCJeTyeMbIX
CUHJpOMaXx.

Merton ompenesieHus — XUIKOCTHasl XxpoMmarorpadust
B COUYETAaHUU C JIEKTPOXUMUUYECKUM JIETEKTUPOBAHUEM.

4. Makpo u muxpossemenmol: Kaavuuil, gpocghop, mae-
Huil, cene3o, medv, cepa, Kobaabm, ceaeH, UUHK, Mapeane,
¢mop, éanaouii, kpemnuii u 6op:

— BJUSIOT HAa aKTUBHOCTH (DEPMEHTOB U MeXaHUYe-
CKUe CBOWCTBA COEAMHUTETLHON TKAHU;

— 0 3amacax MHUKPOJJIEMEHTOB B OpPTaHU3ME CYIST
10 UX COJIEP>KAHUIO B OMOJIOTUIECKUX KUIKOCTSIX (KPOBU
U MOY€) U IepUBaTax KOXU.

Mapkepbl (hopMUPOBAHUSA KOCTH M CKOPOCTH €€ peMo-
JIeTAPOBAHNS

1. Ocmeoxaavuun:

— 3aBUCUT OT Bo3pacrta, Aeduuura ButTamuHoB K u D,
¢a3 MEHCTpyaJIbHOTO LIMKJIa, BpeMEHU rojia, yIoTpeoJie-
HUS aJIKOTOJIST,;

— B CBIBOPOTKE KPOBHU OIIPEAEIISICTCS PaTMOMMMYH-
HBIM ¥ UMMYHO(GEPMEHTHBIM METOIOM.

2. Kocmnas weaounas pocghamasa: eé cuaTe3 BO3pa-
craeT B mpouecce auddepeHuIManuU OCTE00JIaCTOB
B YCJIOBUSIX YCKOPEHHOTO (pOPMUPOBAHUS KOCTH.

3. Codepicanue 6 Kposu Kaavuus, gpocghopa, a maxice
Kaavuuil-pe2yaupyrouux 20pmonoe (apaTropMoH, coMa-
TOTPOITHEIA TOPMOH M TIPOJAKTUH) M BHUTaMHMHa D3
(25-OH-ButamuH D)

4. Ilenmocudun u comoyucmeun 6 Kposu u moye: ooa coe-
IUHEHUST TTO3BOJISIIOT OLICHUTh PUCK ITIEPEIOMOB KOCTEi
HE3aBUCUMO OT MUHEPAJIBHOTO OOMeHA U TIFIOTHOCTH.

I[lpn MHOTMX HaCJIeayeMBIX CHHIPOMAaxX ymaeTcs
BBISIBUTH TaK3Ke HapYIICHUS SHEPreTUIEeCKOTro OOMeHa,
HapylICHUS B CHCTeMe IeMocCTa3a, OJHAKO OITMCaHUe
JTabOPaTOPHBIX METOIOB WX NMAaTHOCTHMKUA HE BXOIMT

B 3aJauu HacTOSILIMX pekoMeHaauuil. B 3akinouyeHue
elle pa3 cieayeT MoAYEepKHYTh, YTO BCE MepedyrcCaeH-
Hble J1abopaTOpHbIE METOJNbl JIMIIb XapaKTepU3YIOT
0COOEHHOCTM MeTaboiu3Ma COCIMHUTEIbHON TKaHU
U HE SIBJISIIOTCSI TTATOTHOMOHMYHBIMU [JISI OTHAEIbHBIX
cuaapomoB HHCT. Pacmmo3HaBaHne TOTO WM MHOTO
HacJaeayeMoro CUuHApoMa TpedyeT MpUMeHEeHUs MoJjie-
KYJSIDHO-TEHETUYEeCKUX U (HEepMEHTHBIX METOJ0B
UCCJIeJOBaHUSI.

Cpe/i MHCTPYMEHTAJIBHBIX METO/IOB MCCJIeIOBAHUS
Haubojiee BaXHBIM SBJSIETCHd 3XxoKapauorpadus
(Dx0oKT), BbIMONHEHWE KOTOPOU 00513aTeILHO TpPU
nono3peHun Ha HHCT, mockoabKy cepiedHo-cocyau-
CTbI€ OCJOXHEHUS SIBJISIOTCS OCHOBHOW MPUYUHOU
CMEPTU TaKUX MauKueHTOB. He MeHee BaXHBIM SIBISI-
eTcsl YJIbTPa3ByKOBOE UCCJIEAOBAHUE OPraHOB OpIOLI-
HOW MOJIOCTU U MOYEK, MO3BOJSIONIEE BBISIBUTH MTO3BI
BHYTPEHHUX OPraHOB, MaJible AaHOMAJUU Pa3BUTHUS
XKETYHOTO IMY3bIpsl, CEeNe3eHKM U Touek. JlyueBble
METOAbl NTUAaTHOCTUKU: PeHTreHorpadus Ta300eapeH-
HBIX CYCTaBOB, KOMIIbIOTEpHAasl TOMOrpadus Wi mar-
HUTHO-pPEe30HAHCHAasi Tomorpacdus MO3BOHOUYHUKA,
a TakXe aopThl, MPU YIIOMUHAHWU O €€ paclIMpeHUun
JIOJKHBI BXOIUTH B 003aTEbHBI KOMILIEKC UHCTPY-
MEHTAJbHOTO O00CJIeJ0BaHUS MALMEHTOB C MOAO03pe-
HUeM Ha cuHApoM MapdaHa.

[MTomuepkHeM, 4YTO COBPEMEHHBIE MMMYHOTUCTOXU-
MUYECKHUE U MOJIEKYISIPHO-TEHETUYECKNE UCCIen0Ba-
HUS, PaBHO KaK U BBICOKOTEXHOJIOTMYHBIE WHCTPYMEH-
TaJlbHbIE METOMAbI, B OOJBIIMHCTBE CIy4aeB MaJIOJO-
CTYyIHBI TMPAaKTUYECKOMY Bpady. B cuiy ckazaHHOro,
TIePBOCTENIEHHYIO POJIb TIPUOOpETAeT heromunuyeckoe
o0ciiefoBaHuE TTallMEHTA.

OrnpeneneHHbIE COYETAHUS BHEIIHUX TPU3HAKOB
MO3BOJISIIOT C BBICOKOW BEPOSITHOCTBIO MPEATIONIOXHUTD
TOT WIU UHOU HACIEACTBEHHBI CUHAPOM WU (DEHOTUIIL.
CrieflyeT OTMETUTh, YTO HAUMEHBIIEH TUAarHOCTUYECKOM
YYBCTBUTEIBHOCTBIO cpeiv BHelHUX Tpu3HakoB HHCT
00/1a1al0T MPU3HAKKA TUNEPMOOUIBHOCTUA CYCTaBOB.
[MocnenHue 4acTo BBIIBISAIOTCS MPU HACAEACTBEHHBIX
CUHAPOMAX U TUCILIACTUYECKUX (PEHOTUTIAX.

HNMeHHO, ucxons U3 pe3yabraToB (PeHOTUMUYECKOTO,
KJIIMHUYECKOTO U CEeMEWHOro o0cCieNoBaHUs, CleayeT
HaMpaBJ4gTh NAMEHTA HAa KOHCYJBTALUWIO K CHEUUaIU-
CTaM, BBIMOJHATh MHCTPYMEHTAJIbHbIE WCCIEAOBAHUS,
a TAKXKe MOJIEKYISIPHO-TE€HETUYECKOE, UMMYHOTUCTOXU-
MUYECKOE WM WHbIE CIEeUUaJTbHbIE WCCIEIOBaHUS,
MO3BOJISIIOLIME YTOYHUTD AUATHO3.

2.2. BHewHue v BucuepanbHble npuaHakm HHCT
n accounnpoBaHHble C HUMU HapyLleHnsa
CTPYKTYPbl U GYHKLMM OPraHOB U CUCTEM

Bce nposisnenuss HHCT cnenyet pa3nensith Ha TpYTIbI
B 3aBUCUMOCTH OT TOTO, KAKME OPTaHbl U CUCTEMbI OKa3bl-
BAaIOTCS BOBJIEYEHHBIMU B MAaTOJIOTMYECKUI TpOLECC.
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Huke mpuBeneH nepedeHb OCHOBHBIX BHEIITHUX W BUCIIE-
PaTbHBIX NPU3HAKOB, XapaKTePU3YIOLIUX U3MEHEHUS Pa3-
JIMYHBIX opraHoB u cucteM ipu HHCT.

2.2.1. Kocmnuie:

1. KuneBuaHas nedopmanus rpyqHOM KJIETKU

2. BopoHkoobOpa3Has aecdopmarius TpyIHON KIeTK!

3. MonuxocTeHOMENUST (IUATHOCTUPYETCST TIPU U3Me-
PEHUU UTMHBI CETMEHTOB TYJIOBUIIIA)

4. ApaxHOTAKTUIIUS*

5. Cxonuornyeckas aecdopmanysi T0O3BOHOYHUKA WIN
CTIOHIUJIONIUCTES

6. Kudos u/umm kubockonamos

7. OrpaHuyeHye BRITPSAMIeHNS ToKTs 10 170° 1 MeHee

8. T[TpoTpy3ust BEpTITIOXKHOI BITaWHBI TIO0OI1 CTeTIeHU

9. BeicoKOe «apKOBHIHOE» HEOO

10. Iedbopmariuu ueperna (JiiieBble qu3mMopdun):

— monmxoredanus®;

— 3HO(TAIbM;

— aHTUMOHTOJIOUHBIN pa3pes rias;

— TUTIONIa3Usl CKYJIOBBIX KOCTEi;

— peTporHaTus*.

11. HapyureHue pocTta 1 CKy4eHHOCTb 3y0OB

12. I1psamasa ciiHa

13.JJoMKOCTh KOCTEIA.

2.2.2. Koxcnote:

1. [ToBbiieHHast (0osiee 3 M) PACTSKMMOCTD KOXU

2. Atpocduueckure cTpum (He BbI3BAHHBIE OKUPEHUEM
WK 0EPEMEHHOCTHIO)

3. bapxaTucras koxa 3a CYeT OOWIMSI ITyIIKOBBIX
BOJIOC Pa3HOU JTUHBI

4. Tonkasi, JIerKko paHuMast Koxa

5. lllupokue aTpoduyeckue pyoubl B BUAE MANUAPO-
CHOIi Oymaru

6. KemounHbie pyOLibl

7. MOJTIOCKOUIHBIE TICEBIOOMYXOIU U ChepouaHbIe
00pa3oBaHus B 00JACTU JIOKTEHN U KOJIEH.

2.2.3. Motmeunvte:

1. MbiieyHast TUTIOTOHUST U/WJTU TUTTIOTPOG U

2. Ippky M TIpOJIATIChl OPTAHOB W/WJIK TIOC/Ieorepa-
LIMOHHBIE TPHIKU

2.2.4. Cycmaenyvie:

1. TunepmobunbHOCTh cycTaBoB (mo P. Beighton)
(cMm. Tabm. 5)

2. BanbrycHast nepopManusi CTOIbI

3. [1nockocTorue MpoaoJIbHOE U/WIN MOTIePeuHOe

4. Cionnune3

5. BeiBUXM, MOABBIBUXU O0Jie€ 4eM B OTHOM CyCTaBe
WJIU TIOBTOPSIIOIIMECS], HO B OMTHOM CYCTaBe.

2.2.5. Inasnote:
1. [ToaBBIBUX XpyCcTaIMKa
2. Muonus (3 nuontpuu u 6ojee)

3. TonyOble cKIepbl

4. AHomManbHO TIJIOCKasi poroBuiia (MO JaHHBIM
KepaToMeTpUM)

5. VBenuueHue AJUHHOW OCU TJIa3HOro s06Jo0Ka
(mo marHBIM Y3U)

6. [unmonactTuyeckass pamyxkHas 000JouKa WK
TUTIOTIACTAYECKAasl MepliaTeJbHas MBINIA, BhI3bIBa-
fo1asi Muo3

7. OnuKaHTYC.

2.2.6. Cepdeuno-cocyoucmas cucmema:

1. PaciiupeHne BOCXOASIIIETO OTAENa aOpPTHI
(cM. mpustoxxeHue 1)

2. [1posratic MUTPaTBHOTO KJIariaHa

3. Manble aHOMaJUU CepAalla: MPOJIAliChl TPUKY-
CTUIAJILHOTO M aOpTAJIBLHOTO KJIAMaHOB, aHEBpU3Ma
MEXIIpeICePAHOM eperopoaKu, OTKPHITOE OBaTbHOE
OKHO, aCUMMETpPHUSI TPEXCTBOPYATOTO AOPTATHbHOTO
KJjlaraHa, JuaroHaJibHble, TOMEPEeYHble U MHOXECT-
BEHHBIE JIOXKHBIE XOPJIBl 1 MHOXECTBEHHbIE aHOMAaJTb-
HbIE TPaOeKyJbl JIEBOTO XKeTyaT0uKa

4. PacimupeHue cTBOJIA JIETOYHOU apTepuu TMpu
OTCYTCTBUU KJAMMAHHOTO WU mepudepudecKkoro
JIETOYHOTO CTeHO3a WJIM JIIOOOW APYrodl O4eBUAHOMN
MPUYUHBI B Bo3pacte 10 40 et

5. KanpiimHo3 MUTpaJbHOTO KOJbIIa B BO3pacTe
1o 40 et

6. Pacuiupenue nubo paccioeHHe TPYAHOU WK
OpIoIIHOI a0pTHI B Bo3pacTe a0 50 jer

7. Bapuko3Has 00J1e3Hb BeH, pa3BUBLIASICS B IOHO-
1IeCKOM BO3pacTe

8. Bapukouene

9.Jlerkoe oOpaszoBaHMEe TeMaToOM TIpU HE3HAUYM-
TEJIbHBIX TPaBMaXx.

2.2.7. bpouxoaezounas cucmema:

1. TpaxeoOpoHxuanbHasg AUCKUHE3US (dPKcmupa-
TOPHBIN KOJUIATIC TPaxeu W KPYIHBIX OPOHXOB)

2. TpaxeoOpoHXOMansusT U TpaxeoOpoHXoMera-
s

3. AntukanbHbIe OYyJIJIbI, TTOATBEPXKIEHHBIE PEHTTE-
Horpadguyecku

4. CloHTaHHBIN THEBMOTOpPAKC.

2.2.8. Opeanol Oprownoli noaocmu, mMaio2o masa
U no4ex:

1. TIT03BI OpraHOB OPIOIIHON MOJOCTU U MOYEK

2. InacdparmManbHast Tpbika

3. HecocrosiTeTbHOCTh KapAny XeJTyiKa

4. JIuBepTUKYJIbI TIAILEBOAA U Pa3JIUYHBIX OTIEIOB
KUIIIEYHUKA

5. AHOMAJTMU XETYHOTO IMy3bIps

6. lonuxocurma

7. HemoctaTouHOCTb OayruHNeBON 3aCIOHKHU

8. [Nponarc reHUTaNNit y XKeHIIUH

9. ViBoeHMe yaleuHO-JIOXaHOYHOTO arrapara.
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BaxHo TTOMHUTH, YTO MPAKTHYECKH BCE MEepeYncJieH-
HbI€ BHEIIHHE H BUCHEPATbHbIE MPU3HAKN MOTYT BBICTYNIATh
KaK CaMOCTOSITe/IbHBII W30IMPOBAHHDIN NedekT coeanHu-
TeJbHOW TKaHHW, JIM00 KaK MpOsBIEHHE ILICHOTPOIMHOro
acddekra myrantHoro rena (HeHOTUNTUYECKUN KOHTU-
HyyM) (3emiioBckuit 3. B., 2011).

I[MomuMo M3MeHeHU CTPYKTYphl U (PYHKIIMU, Tiepe-
yucaeHHbIX opraHoB u cuctem, HHCT uacrto compoBo-
KAAIOTCS HApPYUIEHUSIMU CO CTOPOHBI 1IEHTPAJIbHOM
u BeretaTuBHOI HepBHOII cucteM (Topmon U. b. ¢ coasr.,
1984, Gazit Y et al., 2003), remopparnd4ecKuMu 1 TPOM-
ootmueckumu HapymeHussMu (bapkaran 3.C. 1988),
HApYIIEHUSIMA CUCTEMbl UMMYHHO 3a1uThl. ECTh naH-
HbIE O BBICOKOI 4aCTOTE BBISIBIEHUS] CHHIPOMOB BTOPUY-
HOTO UMMYHOnE(UIINTA, ayTOUMMYHHOTO W aJliepruye-
ckoro cunnpomos nipy HHCT (Slxosnes B. M. ¢ coasr.,
2005, Epemun M. B. ¢ coasr., 2008).

2.3. Manbie aHOManum pa3BuTus

MAP, xak u mpusznaku HHCT, cnenyer pasmenstsb
Ha BHeEIIHWE W BucLepaibHble. K BHEITHUM OTHOCSITCS
AQHOMAJTU Pa3BUTHST KOKU U KOCTHOM CUCTEMBI (TUTIEPITUT -
MEHTALMS U IETTUTMEHTALIMST KOXW, OTTOTIBIPEHHBIE VI,
OTCYTCTBHE MOYKM yxa, Aojuxoiedanus, 3HODTAIbM,
AHTUMOHTOJIOUTHBIIN pa3pe3 1J1a3, TUIIOTUIA3UST CKYJIOBBIX
KOCTeli, peTPOTHATHSI, CHHIAKTUIINS, CAHAAIeBUIHAS IIEeTTh
u ap.). K BuctiepanbHbIM — UI3MEHEHUS CTPOSHUST BHYTPEH-
HUX OpPTaHoB (yJIBOCHUE YaIlIeYHO-JIOXaHOYHOTO arrapara
TOUeK, J00ABOYHAST TOJTbKA CEJIE3EHKHU 1 MaJible aHOMaINK
cepma). Cpemtee kommaectBo MAP y muir ¢ HHCT mocro-
BEPHO BHIIIIE, YeM B TIOITYJISIIIUU, YTO JIUIIb TIOATBEPXKIAET
CyIlIeCTBOBaHME TeCHOM B3amMocBs3n Mexmy HHCT
U HapyIIeHUSIMU SMOpUOTeHe3a.

MAP Moryt npruodpetatb caMOCTOSITEIbHOE KJIWHU-
YeCKOoe 3HaYeHue, BhICTynast (hakKTOpOM Tpelpacrioyiara-
IOIUM K pa3BUTHUIO 3a0oJieBaHUl (MTapamoKcaibHbIe
5MOO0JINY TIPU OTKPHITOM OBAJIbHOM OKHE, CTEHO3 aOpPThI
MPU aCUMMETPUM TPEXCTBOPYATOTO aA0PTATHLHOTO Kila-
rnmaHa, TpoMOO3IMOOJIMYECKe OCIOXHEHUS TIpU aHEeB-
pU3Me MEXTIPEACePAHON TIEPerOPONIKN).

Ha ocHoBe ¢eHOTUIHYECKOTO 00C/IEIOBAHUS, CeMeii-
HOTO aHAMHE3a, Pe3yJIbTaTOB HHCTPYMEHTAJILHOTO 00CJIe10-
BAHUS Bpay JO/DKEH yYMETb 3amoA03PUTh TOT WIM HWHOM
HACJIeJICTBEHHBIN CHHPOM, YTO JieJIaeT HeOOXO0IMMbIM 3HA-
KOMCTBO IIMPOKOr0 Kpyra Bpaveil ¢ JefCTBYIOLIMMH PEKO-
MEHJANUsMH O JMATHOCTHKE HauboJjiee PacnpoCTpaHeH-
Hbix MoHorennbix HHCT.

3. HHCT, umelowme cornacoBaHHbie
peKkomMeHpaumm no ouarHocTmke

3.1. Cunpgpom MapdaHa

Cunapom MapdaHa — ayTOCOMHO-TOMUHAHTHOE
HHCT. Ero nmarHocTHKa 10 HeIaBHETO BpeMeHHU ObLIa
ocHoBaHa Ha [entckux kpurepusix 1996r (De Paepe A.
et al., 1996). DTu kpuTepun cedsi BMOJHE OMpaBAAIU

TaK KakK MO3BOJISIIOT AUaTHOCTUPOBAaTh CUHIpOM Map-
(ana mpumepHo B 95% ciiyuyaeB. DTO OYeHb BakKHOE
00CTOSITENBCTBO, KOTOPOE TAET OCHOBAHUE B YCIOBUSIX
Majoi JOCTYMHOCTU U BBICOKOW CTOMMOCTU MOJIEKY-
JIIPHO-TEHETUYECKUX METOIOB HUCCIEAOBAaHUS MyTa-
uuii reHa ¢dudbpunnuna-1 (FBNI), HacTauBaTh
Ha HEOOXOIMMOCTH IIMPOKOTO PACTIPOCTPAHEHUS 3HA-
HUI O KIMHUYECKUX MpU3HaKax cuHApoMa Mapdana
U OJU3KUX €My MOHOTE€HHBIX 3a00J€BaHUI COECAUHU-
TEJIbHOW TKAHMU.

IMepecmorpennsie B 2010r [eHTCKME KpuUTepun
XapakTepU3ylTCsd KIMHUYECKON OpPUEHTUPOBAHHO-
cThbl0. BMecTO MHOXeCTBa MPU3HAKOB, BCTPEYAIOIIINXCS
npu cuHapome MapdaHa, BblIeJIeHO 1Ba, 00Ja1al0lInX
HauOosbllel cneluduIHOCTbIO0. Peub uaetr o aunarta-
1IU1/pacCcIOeHUM a0PThl U SKTOTUM (TIONBBIBUXE) XPY-
cranuvka. Bce ocranbHble MpU3HAKU ObLIA OLIEHEHBI
C TOYKHU 3PEHUsI CNeUUMUUHOCTHU Ui JAHHOTO 3a00Jie-
BaHusi. Haubosiee 3HauMMble TIPU3HAKU CBEIECHBI
B Ta0JMIly, aHAJIU3 KOTOPOI MO3BOJISIET OLIEHUTD BbIpa-
XKEHHOCTb CHCTEMHOIO BOBJIEYEHUS COEIUHUTEIbHOI
TKAHU.

BaxHo moguepkHyTh, UTO B paMKax PEeBU30BAHHBIX
KpUTEepUeB orpesesienre mytaiuu B reHe FBN I He 00s1-
3aTEJIbHO (3TO CBSI3aHO C €T0 BBICOKOW CTOMMOCTBIO),
HO TIpUOOpeTaeT OONbIINKA TUATHOCTUYECKUI BEC, €Cu
OHO BCE Xe BhIMOJIHEHO. KpoMe Toro, nMarHocTuka CuH-
npoMa MapdaHa 3aBUCUT U OT CeMeTHOTO aHaMHe3a.

B otcyrcTBUE ceMeliHOTO aHamHe3a MUAarHo3 CUH-
npoma MapdaHa MOXET ObITh YCTAHOBJIEH B CJAEAYIOLINUX
cayyvasix:

1. Tlpy HanMMUYUKU MOATBEPXKAEHHOIO PACIIMPEHUS
KOpHSI aOpThl U SKTONMWU XpYCTaluWKa, HE3aBUCUMO
OT KOJIMYECTBA MPU3HAKOB CUCTEMHOIO BOBJICUEHUSI COE-
JUHUTETHLHOW TKaHW (HEOOXOAWMO WCKITIOYUTh CUH-
npombl InpunueHa — lTonpabdepra, Jyuca — Hdutua
u Onepca — J{aHJI0 COCyIMCTOTO TUTIA).

2. Tlpu HanMUUU paclIMpeHUus] aopThl U TIOATBEP-
XIEHHOUW MyTaluu reHa FBN 1.

3. [Tpu coueTaHUM pacIIMPEHUsT A0PTHI U TTPUZHAKOB
CUCTEMHOTO BOBJICYEHUSI COEAMHUTEIbHOW TKaHU
(7 1 6onee H6aIOB) (HEOOXOIUMO UCKITIOUUTH CUHIPOMBI
[Inmpunuena — lTonpndepra, Jlynca — Aurtia u Dnepca —
JaHyio coCcyaucToro TUMa, a TaKXKe BBIMOJHUTb T€HETHU-
yeckoe TecTupoBaHue perentopoB TGFBRI/2, reHoB
kosutareHoB COL A1, COL3A2, COL3AI v np.).

4. TTpu HaTMYUU SKTOMUU XPyCTaINKa, HO B OTCYTCT-
BUE AWIATAlNM/PACCIOCHUST KOPHS a0OPThI, TIPEXIE YeM
Oynet nocrapiieH nuarHo3 CM, He0OXOIMMO BHITIOIHUTh
MOJIEKYJISIPHO-TEHETUYECKOE UCCIAEAOBAHUE C LEbIO
moucka Mmytauuii B reHe FBNI, KOTopbie paHee CBSI3bI-
Bau ¢ 3a0oneBaHueM aopThl. Eciu mytauus FBNI He
MOXeT OBITh OJIHO3HAYHO aCCOLIMMPOBAHA C CEPJAEUYHO-
COCYIUCTBIM 3200J1€BaHUEM Y OJIM3KOTO WX HEOJIU3KOrOo
POICTBEHHUKA MPOo0aHIa, MAllMEHTa CleAyeT Kiaccudu-
LMPOBaTh B paMKaX «CHHAPOMA SKTOITMU XPYCTATNKa».
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B cinydae otdromeHHoro mo cuHapomy Mapdana
ceMeHOro aHaMHe3a 3TOT JMarHo3 MOXET ObITh yCTa-
HOBJIEH, €CJM AOTOJHUTEIbHO K JaHHBIM aHaMHe3a
BBISIBJISIETCSI 9KTOIMUS XpycTalvMKa WU paclIMpeHue
aopThl WJIM CHUCTEMHOE BOBJIEYEHHE COECIUHUTEbHOMI
TKaHU Ha 7 wiu 6ojee 6aI10B.

OLIeHKY pa3MepoB aopThI CJIEOyeT ITPOBOMAUTHL IIPHU
tpaHcropakaibHoit OxoKI. [1pu aTOM cenyeT olieHNBaTh
pa3Mepbl aopThl HE TOJbKO Ha YPOBHE CUHYCOB Baib-
caJibBbl, HO TaKXKe OMPENEsATb pa3Mepbl BOCXOMISIIETO
otmena aopTel. OCOOEHHO BaXXHO ITOMYEPKHYTh, UTO CJIC-
JIyeT PacCUMTBhIBATh Z-KPUTEPUid, MO3BOJSIONININ YyUeCTh
BO3pacT M POCTO-BECOBbIE JaHHbIe mauueHTta. st ero
pacyera cieayeT OnpeneanuTh TUIOLIAAb MOBEPXHOCTHU Tela
no dbopmyse unu HoMorpamme Jro0ya, onpenenuTs A0-
KHBIN mrameTp KopHsT aoptel (JJ1Ka) mo HoMorpamme
umu opmysie Roman M.J. ¢ coaBt., (1989) (nmpunoxenue
1, puc. 1—1), a 3areM onpeneauTs Z-KpUTepuid, KOTOPbIA
MpeaCTaB/sieT cO00M Pa3HOCTb MEXAY UCTUHHBIM U 10~
KHBIM JraMeTpaMu KOPHSI aOpThl, IEJEHHYIO Ha Morpa-
BOUHbIN Koa(durmeHT (k), pa3nuuHblii B 3aBUCUMOCTH
OT BO3pacrTa IaiueHTa.

Ilnomans MOBEPXHOCTH Teja 4YesioBeKa mo opmylae
Mwdya (DuBois and DuBois, 1916):

IIIIT = 0,007184 x (H x 0,725) x (M x 0,425),
rae IITIT — noniaabs MOBepXHOCTH TeJa, (Mz); H — pocrt yeno-
Beka, (cMm); M — macca tena (Kr).

Pacuer 10KHOTO JamMeTpa A0PTHI 1Sl JAHHOTO BO3pa-
cra (Roman M. J., 1989):

JJIKa = 1,92 + 0,74 x IIIIT

Pacuer Z-kpurepus:

Z = (1Ka — 1JIKa)/k,
rae k mis Bospacra no 20 et — 0,18; ot 20 1o 39 ner — 0,24;
crapie 40 et — 0,37; IKa — muameTp KOpHS aOpThI HA YPOBHE
cuHycoB Banbcanbbl (cM); JJJIKa — 10KHBII TMamMeTp KOPHS
aopThl (CM).

OmHaKo HeTb3sl TOBOPUTH 00 YHUBEPCATbHOCTU TaH-
Horo nokaszatessi. Hanpumep, maiydeHTbl MOJIOJOTO BO3-
pacTa ¢ HU3KOW Maccoil Tejla U B HOpME MOTYT UMETh
0osiee BbICOKME TToKazaTesu Z-Kputepus. B To xxe Bpemst
MalMEHThI CTapIIMX BO3PACTHBIX IPYIIN, KOTOPbIE C BO3-
pacToM HabUpalOT BEC, MOTYT UMETb UCKYCCTBEHHO 3aHU-
KEHHBIU Z-KpUTepuil.

3a yBelIMUeHHWE pa3Mepa aopThl MPUHSITO 3HAUCHHE
Z-xputepus >2 115 TAlIMEHTOB B Bo3pacte cTapiie 20 Jret
U Z >3 ps nauueHToB MoJioxe 20 JieT.

BaXXHbIM KOMMOHEHTOM JAWAarHOCTUKU CUHIpOMa
Mapdana sgBiasgeTcss OLUEHKa CUCTEMHOTO BOBJICUECHUS
COEIUHUTENbHOU TKaHU. Ero oueHuBaoT B Oajiax,
KOTOpbIE UMEIOT OTHEIbHbIE BHEIIHUE U BUCLIEPATbHBIE
MPU3HAKKU coriacHo Tabauue 1.

Kaxk BugHO u3 Tabauupl 1, B MOHSITUE CUCTEMHON
BOBJICUEHHOCTH BKJIIOYEHBI IPU3HAKHU, XapaKTEPU3YIOLLINE
nedeKThl B pa3HbIX OpraHax M CMCTeMax, OJiHaKo, Hanbo-
Jiee IIMPOKO B CIMCKE MPU3HAKOB /11 OAJIbHOM OLIEHKU
MpeacTaBieHa KOCTHasl cucteMa. XOTsl B OLIEHKY CUCTEM-

Ta6nuua 1
BannbHas oueHKa CUCTEMHOr0 BOBJI€YEHUS
coeauHUTENbHOW TKaHu npu cuiagpome Mapdana

Bannei
3
1

MpuaHaku
Mpr3Hak 3anscTbs U 60NbLLOrO NanbLa
Mpr3Hak 3anscTbst uAmn 60/1bLWOro nanbua

BopoHkoobpaaHas nnu acummeTpuyHas Aepopmaums
TPYAHON KNETKN

KvnesupaHas necbopmaums rpyaHoi Knetkm
BanbrycHas aedopmauys ctonbl
MnockocTtonue

CnOHTaHHbI MHEBMOTOPAKC

OKTa3uns TBEPAON MO3roBoi 060104KM
MpoTpy3us TazobeapeHHOro cycTasa

= N NN = NN

OTHoLweHune Bepx/Hu3 <0,86 1 pasamax pyk/pocTt >1,05
6€e3 BbIpaXEHHOro CKONMo3a

Ckonnos nnu ko3
HenonHoe (170°) pasrubaHue nokTs

Tpw 13 NATW NNLEBLIX NPU3HAKOB: foaunxouedanus, sHobTaNbM,
CKOLUEHHbIE BHU3 Ma3Hble LWenu, rMnonnasus CKynoBbIX KOCTEN,
peTporHaTms

Mwonus
Crpumn
Mponanc muTpanbHOro knanaxHa

HOI BOBJICYEHHOCTH BKJTIOUEHBI JaJIeKO He BCE MPU3HAKH,
COMYTCTBYIOLIME CcUHApoMY MapdaHa, HO OTOOpaHbI
WMEHHO T€, KOTOpbIe 00JIafaloT HauOoblIel creuuduy-
HOCTbBIO (TTpwioxenue 1, puc. 1-2 —1-14).

Haubonbuiee konmyecTBO OawioB (TpU) MOJYYUIIO
coyeTaHWe TPU3HAKOB apaxXHOAAKTWINHU, K KOTOPBIM
OTHOCSITCSI CUMIITOMBI «3aTISICThsI» U «OO0JIBIIIOTO TTAJThIIay.

Kuaesuonas oepopmauus 2pyonoii kaemku 6oiee crie-
uuduyHa s cuHapoma MapdaHa, HexXeau BOPOHKO-
obpazHas aedopmanus rpyaHoit kietku. B HoBbix [eHT-
CKUX KPUTEPUSIX KUJIeBUAHAS TehOopMaIiist OLIEHUBACTCS
B 2 Oajuia, Torga Kak BOPOHKOOOpaszHasi — B 1 Oasul.
IMo 2 Gamra wmeloT BaibrycHast gedopmaivsi CTOIIBI,
CTIOHTAHHBIN TTHEBMOTOPAKC, 9KTAa3UU TBEPION MO3TO-
BOI 000JIOYKM ¥ TIPOTPY3UsI BEPTIIY>KHOU BIAIUHBI.

CoueTaHre yMEHbBIIEHUsI BEJIMYUHBI COOTHOIICHUS
BEpXHEro CerMeHTa TyjJoBulla K HxxHemy (B: H) (ms
0esbIx B3pocibix MeHee 0,85; 1S 4epHOKOXMX B3POCITBIX
meHee (,78) ¢ yBeIMUYEHHBIM OTHOILIEHUEM pa3maxa pyK
k pocty (PP: P) (mns B3pocnbix 6osee 1,05) npu Hanuuanm
HEBBIPAXEHHOTO CKOJIN03a BHOCUT OJMH 0T B OLIEHKY
CUCTEMHOTO BOBJIEUCHUSI COCNMHUTEIHHOW TKaHU.
B mepecMOTpeHHBIX KPUTEPUSIX YTOYHEHBI TMPU3HAKU
JoJIUXocTeHOMeNnnu (YITMHEHWEe KOCTell CKejeTa) ist
nereir. s cootHouieHuss B: H y nereit B Bo3pacrte
0—5 7eT aHOMaJTbHBIMU TTIOKA3aTENISIMU SIBJISTIOTCST 3HAUE-
nust menee 1,0; B: H menee 0,95 (B Bo3pacTHOi#1 rpymme
6—7 net); B: H menee 0,9 (B Bo3pacte 8—9 neT) 1 MeHee
0, 85 (crapmie 10 ner).

Crnenyer obOpamiaTb BHUMaHWE Ha KOPPEKTHOCTH
BBITIOJITHEHUSI METONMKMU pacueTa Kod(hGUIUEHTOB
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Tabnuua 2

AnropuTtMbl AUarHOCTUKN COCTOSHUIA, GNIM3KUX K cuHapomMy MapdaHna,
KOTOpbI€ CNeayeT BblaensiTb BO U36eXxaHue ero runepanarHocTMku

CviHapom BospacT, ocobble ycnosus

BeposiTHbI cuHapom Mapdaxa
o6HapyxeHa myTaums FBN1

Hecneunduueckoe Hapywenne CT
v myTtaumm FBN1

MASS-deHoTnn

CviHapom MK

10 20 net, cnopagnyeckuii A CemeiiHblin, ecnm
10 20 neT B OTCYTCTBME CEMENHOr0 aHamHe3a
Craplue 20 neT B OTCYTCTBME CEMEHOrO aHaMHe3a

Crapuue 20 neT B OTCYTCTBME CEMEHOr0 aHaMHe3a

OcHOBHbIe nokasaTenu
Z-kputepuii <3,0

CBCT (<7) u/unm

Z-kputepuii <3,0

CBCT 25 n/vnn nokasatenb

KOpHS aopThl Z <2,0

Couetatme MMK n CBCT (<5) Npm OTCYTCTBUM pacLUMPeHNst
aopThI 1 3KTONWWM XpycTanuka

Mpumeyanue: * - CBCT — cucTEMHOE BOBNEYEHUE COEOMHUTENbHON TKaHu; ** - no MHeHuo YneHoB KomuteTa akcneptoB PKO, anarHocTvka cruHapoma nponanca
MUTPaJIbHOrO KanaHa He AoMmkHa GbiTb OCHOBaHa Ha noacyeTe konuyecTsa 6annos CBCT; *** - cemeliHblil aHamHe3 cuHapoma MapdaHa 3To Hanmyme POLACTBEHHUKA C
[IMarHo3om «cuHapom Mapdana», ycTaHoBNEHHbIM HAa OCHOBE [EHTCKO HO30110rMN.

JIOJTUXOCTEHOMEJINY. 32 HUKHIOI YaCTh TYJIOBUINA CJe-
NyeT NPUHUMATH PACCTOSIHME OT BEPIIUHBI JIOHHOTO
COWJIeHEHNs 10 MO0Ja B MOJIOXKEHUH «CTOS», 4 BEPXHMIA
CerMeHT TYJOBMINA oOmpeaeasieTcsi KaK POCT MHHYC
HIDKHMIA cerMeHT. BaXHO OTMeTUTb, YTO HU OJIHO
U3 DTUX COOTHOUIEHUN HE 00eCneYyrBaeT TOUYHOTO
U3MEpPEeHUsT U30BITOYHOTO POCTAa KOCTEM MPU HATUYUU
TsikeJoi (popMbl ckonmo3a uiam kudosa. Ckonmos
MOXET OBITh TUAaTHOCTUPOBAH KJIMHUYECKU, €CIU MpU
HaKJIOHE BIlepel HaOJofaeTcsl pas3jiuyve MO BEPTU-
KaJiu He MeHee 1,5 cM Mexay MexXpeOepHbIMU MpoOMe-
KYTKaMU JIEBOW U MPAaBOU MOJOBUHBI TPYIHOM KJIETKHU
WIN, €CJIU YToJ CKOJMO3a COCTaBJISET, MO MEHbIIENH
Mepe, 20°.

Hanuuue ckonnosa uiu TopakoJoMOaIbHOTO Kugo3a
OlLIEHUBaeTcd oAHUM OajuioM. PasrubaHue J0OKTEBOro
CyCTaBa CYUTAETCS HEMTOJIHBIM, €CJIY MTOCJIe MOJHOTO pa3-
TUOAaHUS YTOJI MEX/1Y TJIEYOM U MPENIIIeYbeM COCTABISIET
170° mmu menee. OmuH OalllT MOXET OBITh IIPHUCBOCH
Ha OCHOBE BbISIBJICHUSI KAK MUHUMYM TPEX U3 MATH JIULIE-
BBIX Au3Mopduii (noauxouedanusi, aHTUMOHTOJIOUAHBIA
paspes rj1a3, SHO(PTaIbM, PETPOrHATHUS, CKYJI0Basl TUIO-
TUTa3us).

Kak u paHee, 110001 CHOHTAHHO BO3HUKAIOIIUI MTHEB-
MOTOPAKC OCTAETCS TMArHOCTUYECKUM MTpU3HAaKOM. B nepe-
YEHb MPU3HAKOB CUCTEMHOIO BOBJICYEHUSI COCOUHUTEIIb-
HOI TKaHW BKJIIOYEHA U TMOSICHUYHO-KPECTLOBAs SKTa3Usl
TBEPIOI MO3rOBOI 00OJIOUKU, KOTOPask MOXET ObITh quar-
HoctuposaHa nipu nposeneHuu KT win MPT. Baxxo noa-
YEPKHYTb, YTO SKTA3UsI TBEPION MO3TOBOI O0OI0UYKH SIBJISI-
€TCSl YYBCTBUTEJbHBIM, HO HENOCTATOYHO CHeUU(PUUIHBIM
MpU3HAKOM cuHApoMa MapdaHa, MOCKOIbKY MOXET BCTpe-
yaTbcd U Npu cuHapome Jlyuca — JuTua v cOCyaucToM
Turie cuHIpoma dnepca — lanno. Takum 00pa3oM, sKTas3ust
TBEPIOI MO3roBOI 0O0JIOUKU HE MOXKET CUMTATHCS PABHOW
MO NMArHOCTUYECKON 3HAYMMOCTU SKTOIMUU XPYCTAIUKA
WY PACIIUPEHUIO KOPHS a0PThI, KaK 3TO ObLIO MPUHSITO
B [enrckux kputepusx 1996 T.

JUIT TUarHOCTUKM TPOTPY3UM BEPTIYXKHOW BIa-
JIIUHBI MOTYT OBITh UCTIOJIb30BaHBI: KJIACCUYECKOE PEHT-

reHonoruueckoe ucciaegopanue, KT uiu MPT. BoisiB-
JIeHVWe MeIUabHOUW MPOTPY3UU BEPTIYKHOU BITaIUHbI
Ha 3 MM 3a Mpeesbl MOAB3I0IITHO-CeNAIMITHON TUHUN
Ha PEHTTEHOBCKOM CHUMKE B TIepeaHe-3aJHeil yrio-
BOU MPOEKIIMM Ta3a MOXET pacCMaTpUBAThCsl B Kaye-
CTBE IMarHOCTUYECKOTO MpU3HaKa.

[To omHOMY GaJlTy CUCTEMHOTO BOBJIEUEHUSI COEMU-
HuteabHOU TKaHU umMmelor [IMK u muomnus B 3 nuor-
Tpuu U Oojee. DTU MPU3HAKHU, PAaBHO KaK W WHBIE
MPU3HAKW CUCTEMHOTO BOBJIEUYEHUSI COEIMHUTEITHbHOMN
TKaHM, HEe OTHOCSIIMECS K KOCTHOUW CHUCTeME, MOTYT
Habmonatbess npu apyrux HHCT wunum BeicTymath
B KQU4eCTBE CAMOCTOSTEIbHBIX CUHIIPOMOB. ATpoduue-
CKMeE TOJIOCHI KOXU (CTPUM) pacCMaTPUBAIOTCS B Kave-
CTBE 3HAYMMOTO AUATHOCTUYECKOTO TpU3HAKa, €ClU
OHU HE CBSI3aHBI C BBIPAXXEHHBIMU U3MEHEHUSIMU Beca
(nu 6epeMEeHHOCThI0), TPUEMOM TOPMOHABbHBIX Mpe-
MmapaToB U UMEIOT HETUTTMYHOE PACTIOIoXeHue B 00J1a-
CTU CIUHBI (CepeanHa, HUWXHSS TPEeTh, TMOSCHUIIA),
rnepenHell TOBEPXHOCTH Tjieya, MOJMbBIIIEUHON 00Jia-
CTU UK Oeapax.

N3 Tentckux kputepues 2010 ncKIIOUeHBI TUTIEPMO-
OWJIBHOCTH CYCTaBOB, apKOBUIHOE HEOO U PEIUANBUPY-
IOIIIME WU TTOCTIeonepallMOHHbIe TPhIKU, KaK 00J1anato-
1€ HEAOCTATOYHON criennUIHOCThIO. BaskHo momyep-
KHYTb, YTO CTOJIb CTPOTHUIA TIOAXO]] K OLIEHKE CUCTEMHOTO
BOBJICUCHUS COEAMHUTEIbHONW TKAaHW OPUEHTUPOBAH
WCKJTIOUUTENIbHO Ha JUArHocTuKy cuHapoma Mapdana
W HE MOXET OBbITh pacIpOCTpaHEH Ha BCE HACJIeAyeMble
CUHIIPOMBI U (DEHOTHUTIBI.

Ocoboe BHUMaHMWE cieayeT oOpamiaTh Ha JIMArHO-
CTUKY cuHapoMa MapdaHa y neteil 1 BBIHECEHUIO ajlb-
TEPHATUBHBIX TUATHO30B Y B3POCIIbIX.

Jas mun Mosioxke 20 JieT TMarHOCTUKA 0JIKHA CTPO-
UThCA C YYETOM JAaHHBIX CEMEWHOTO aHaMHe3a CHUH-
npoma Mapdana, 6ani0B CUCTEMHOTO BOBJICYEHUS
u 3HaueHuit Z-kpurepus. [Ipu HegocTaTOUHOM YPOBHE
CUCTEMHOTO BOBJIEYEHUS COEAMHUTEIbHOU TKaHU
(MeHee 7) u/WIM TOTPAHUYHBIX 3HAUYEHUSIX IMOKa3aTe-
Jeit KopHs aopThl (Z<3) (6e3 myranuu FBNI) B oTCyT-
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Tabnuua 3

OCHOBHble CUHAPOMBbI, TPeOylowme auddepeHumanbHOi AMarHocTuku ¢ cuHapomom Mapdana,
reHbl, MyTaLum KOTOPbIX UX Bbi3bIBAIOT, U UX KJIMHUYECKNE NPU3HAKU

CuHpapombl u 3a6oneBaHus len
CuHapom Jlynca — AnTua TGFBR1/2
Cunapom LWnpuHuerna — lonbadepra FBN1 v op.
BpoxaeHHasa KOHTpakTypHas apaxHo4akTuamns FBN2
Cunapom Beiins —MapyesaHu FBN1 v ADAMTS10
CVHAPOM 3KTOMMUM XpycTanmka FBN1

LTBP2

ADAMTSL4
fomoupmcTuHypus CBS

CeMeitHbI CMHLPOM aHEBPU3MbI TOPAKanbHOro
oTaena aoptbl (CCATOA)

CCATOA ¢ 6rkycnuaanbHbIM a0pTasbHbIM KianaHoM

TGFBR1/2, ACTA2

CCATOA c 0TKpbITbIM apTepuasibHbIM NPOTOKOM MYH11
CVHAPOM U3BUTOCTM apTeEPWiA SLC2A10
CvHopom 3nepca — [aHno (cocyamcTsli, COL3A1
apTpoOXanasuinHblil, KNGOCKOAMOTUHECKINIA TUTMbI) COL1A2
PLOD1

CTBME CEMEWHOTO aHaMHe3a CJIelyeT I10Jb30BaThCs
TEPMUHOM «Hecneyuguueckoe Hapyuienue coeounumen-
Holi mikanu». Takue MAMEHTHI MTOJDKHBI HAOIIOAATHCS
TOCTOSIHHO, a B CJTyyae BBISIBIEHUS TUJIaTallMU KOPHS
aopThl (Z >3) MOXeT ObITh YCTAHOBJIEH NMArHO3 CUH-
npomMa Mapdana.

B ciydasix, KOTopble SIBISIIOTCSI CIIOPATNIeCKUMU WIN
CeMeWHBIMU, eclii OOHapykeHa myTauus FBN I, onHako,
Z-xputepuii He mocturaet 3,0, cieayeT ToJb30BaThCs
TEPMHUHOM «8eposimHubtil cundpom Mapghana». I1pu mocta-
HOBKE TaKOro JuarHo3a HEOOXOAMMO peryjsipHOe
OxoKI-Habmonenne 3a MalMEHTOM, a JUArHO3 <«CUH-
npoM MapdaHa» MOXeT ObITh YCTAHOBJIEH MPU TPEBbI-
LIEHUY TIOPOTOBOTO 3HAYEHUSI pa3Mepa aopThI.

Y aun crapme 20 jgeT B OTCYTCTBUE CEMEWHOTO
aHaMHe3a cuHIpoMa MapdaHa ciaeayeT MOCTOSHHO
TMMOMHUTH O BO3MOXHOCTH TPE€X OCHOBHBIX ajJbTep-
HATUBHBIX NMAaTrHO30B: CUHIPOM OKTONUU XpycTa-
nuka, MASS-denotun (Muonus, mpoyiaric MUTPaIb-
HOTO KJjlamaHa, rnorpaHuuyHoe (Z<2) yBenudeHue
KOpHST a0OpThl, KOXHbIE M KOCTHBIE TIPOSIBJIICHUSI),
U CHUHIAPOM TIpojlarica MUTPAJbHOTO KJjarmaHa.
B tabnuiie 2 mpuBeneH rnepeueHb COCTOSITHUI, KOTO-
pple ciaeayeT AUArHOCTUPOBATh MPU OTCYTCTBUU
KpUTEPUEB MOCTATOYHBIX IS NUATHOCTUKU CHUH-
npoma Mapdana.

Kak BumHO M3 Tabmuubl 2, rpaHULBl Mexmy MASS-
¢enorunom u cunagpomom IIMK Becbma yCIOBHBI, Tak
Kak 00a quarHo3a MmperoiaraloT OTCYyTCTBUE 3HAUMMOTO
pacmmpenust aoptel pu Hanuuuu [IMK, a usbpannas
TpaHU1IA JIJIsT OLIEHKU BhIPaKEHHOCTU CUCTEMHOTO BOBJIE-

OTAnYMTeNbHbIE NMPU3HaKn

pactuennexve f3bluka/HEé6a, 3BUTOCTb COCYAO0B, FMNEPTENopU3M,
IndPy3HbIE aHEBPM3MbI a0PThI 1 apTEPUIA, KPAHMOCUHOCTO3, KOCONANOCTb,
HEeCcTabWNbLHOCTb LLEHOro OTAENa NO3BOHOYHMKA, TOHKast U GapxaTucTasi, nerko
TpaBMyVpyemas Koxa

KPaHWOCUHOCTO3, 3aAepXKa YMCTBEHHOTO Pa3BUTUS
11e>OPMMPOBAHHbIE YLLUHBIE PAKOBMHbI, KOHTPAKTYPbI

MUKPO- U chepodakus, GpaxuaakTuiaus, TyronoABMXHOCTb CYCTaBOB
OTCYTCTBYIOT MPU3HAKYM AUnaTaLumm KOpHs aopThbl

TPOMGO3bI, 33[ePXKa YMCTBEHHOIO PA3BUTUS

OTCYTCTBYIOT KOCTHbIE MPU3HAKWN MapdaHONLHOWM BHELUHOCTM, BROKKYb
pagyXkv, PETUKYASIPHOE MBEA0

reHepanM3MpoBaHHas U3BUTOCTb apPTEPUiA, CTEHO3bI apPTEPWIA, MLIEBbLIE
nm3mopobun

aHeBpr3Ma apTepuin cpeaHero kanuopa, Tskenas CTeneHb KnanaHHOM
HEA0CTaTOYHOCTH, NMPOCBEYMBAIOLLASA KOXA, MCTOHYEHHbIE PYOLbl, XapakTEPHbIE
4yepThl IMUa

YEHUS COCAWHUTENbHONW TKAHU B 5 Oa/UJIOB HE MOXET
ObITh MpY3HAHA HaAEXHbIM MPU3HAKOM I AU depeH-
IUATBHOM TUATHOCTUKU 3TUX COCTOSTHUIA.

Heo6xomnmo momuanth 1 0 HHCT, numerommx cxo-
HBIE C cMHApOoMOM MapdaHa KIMHUYECKNE TIPOsIBIIe-
HUs, HO OoJiee cepbe3HbIli MPOrHo3. Peub, mpexie
Bcero, unet o cuHapome Jlynca — Jlutia, cocyauctTom
ThATe cuHApoma Diepca — JlaHJIO U CUHIPOME U3BUTO-
ctu aptepuii. CxonHeie ¢ cuHapoMoMm MapdaHa Kiu-
HUYECKHUEe TIPOSIBIICHUSI UMEIOT TakXe ApYyrue CUH-
JpOMBI U 3a00JIeBaHUSsI, TIepeYeHb KOTOPBIX TIPEACTaB-
JieH B Tabmuiie 3.

Cpenu 3aboneBaHMil, TPeOYIOIIUX TMMPOBEACHUS
auddepeHIMaTbHOr0 AUarHo3a ¢ cuHapomMom Map-
¢dana, ocob0Oro BHUMaHUS 3aCIyXMBAeT CUHIPOM
Jlyuca — [Iutua, xapakTepusyoluiics Tpuaaoi npu-
3HAKOB: TUIIEPTEIOPU3M, pACIIETJIEHUE YBYJIbI/TBEP-
J0oro HEOA M/UU U3BUTOCTH apTepuil ¢ BOCXOISIei
aHeBpU3MOIii/paccioeHrueM aopThl. B ocHoOBe cuH-
JpoMa JieXaT TeTepO3UTOTHBIE MYTalluu B TeHax
TGFBRI wnu TGFBR2, xoaupylomux pelenTopsl
1 unu 2 TunioB TFG-B. T1o cpaBHEHUIO C CUHIPOMOM
Mapdpana, cunapom Jlynca — JluTiua xapakTepusy-
eTcst bojiee arpecCUBHBIM TeueHueM. Tak, pacciioeHue
aopTsl HabJomaeTcss B O0ojiee MOJIOAOM BoO3pacTe u/
wiu ipu MeHbmux (o 40 Mmm) e€ pa3mepax, a oepe-
MEHHOCTh y OOJBbHBIX 3KEHIIWH COIMPOBOXIAETCS
0ojiee YacThIM pa3BUTUEM OCJOXHEHUU. Bompocs
nuddepeHINaNTbHON AMArHOCTUKU MEXIY CUHIPO-
MoM Mapdana 1 MASS-deHOTHIIOM OYIYyT paccMo-
TPEHBI HUXE.
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3.2. MASS-deHoTMN

HazBanme «MASS-¢penoTHIT> (cCMHOHUMBL: MASS-
CUHIPOM, MaphaHOMOJOOHBIN CUHAPOM) UCTOPUIECKU
TPOUCXOIUT OT aKpOHMMA JIATUHCKUX TEPMUHOB, 000-
3Havaux muonuto (Myopia), mposanc MUTPAIbHOTO
knanana (Mitral valve prolapse), pacmmpeHusi aopThbl
(Aotic dilatation), uamenenus Koxwu (Skin) n KkocTeii cke-
nerta (Skeleton). HakorureHHBIN 3a IMOCeAHNE TeCATHIIC-
TSI OTIBIT TTOKA3aJl BBICOKYIO BAPUATUBHOCTH TPU3HAKOB,
conyrcTBytomux MASS-deHoTHITy, KOTOPBII KpaifHe
TPYIHO OTJINYUTH OT cuHApomMa MapdaHa ¢ HEMOJTHBIM
HaboOpoM mpu3HaKoB. VMIMEHHO MO3TOMY KpUTEpUU
nuarHoctTuk «MASS-denotuna» corimacHo mepecmo-
TPEHHBIM [EHTCKMM KPUTEPUSIM CYIIECTBEHHO YIPO-
meHbl. CerofHst I TTOCTAHOBKW 3TOTO JMArHO3a HET
HEOOXOMMMOCTH BBISIBJISITH BeCh HA0Op MEpPEUnCICHHBIX
B aKpOHUMeE TTPU3HAKOB. COTrJIaCHO 3TUM PEKOMEHIAIISIM
MASS-beHoTUIT MOXHO AMarHOCTUPOBATH Y JIUIL CTapIle
20 ner Tpu TOTPAaHWYHOM DPACHIMPEHUU KOPHS aAOpThI
(Z oxomno 2,0, HO He Oozee!), HATMYUKM XOTSI OBI OTHOTO
CKeJIETHOTO MPU3HAaKa 1 TPU3HAKOB CUCTEMHOTO BOBJIEYE-
HUS COeINMHUTEILHOU TKaHU Ha 5 0aJJIOB U Oosiee.

CaMo coboif pasymeercss, MASS-(peHOTHIT MOXeET
BKJTIOUATh Cilydyau cuHapoMa MapdaHa ¢ HEMOJIHBIMU
Ha00OPOM TMPU3HAKOB, BKJIIIOUEHHBIX B YITOMSHYTbIE KPH-
tepun. [lpu OTCyTCTBUM TMOTHOTO HAbOpa KPUTEPUEB,
HEOOXOAUMBIX [UISI TUATHOCTUKU cuHApoMma MapdaHna,
Kak TOKa3aJ HeNaBHO IPOBEIACHHBIE WMCCIENOBAHUS
(Faivre L. et al., 2008), npu3Haku pacuIMpeHUs] aOpPTHI
TIOSIBJISIIOTCST B O0Jiee TMO3HEM BO3pacTe, YTO, OJHAKO,
HE CHIKAEeT OTMacHOCTh pa3BUTUS ocyioxHeHwuit. [Taru-
eHTBI ¢ MASS-(peHOTUIIOM HYXKIAIOTCS B IMHAMUYECKOM
HAOTIOIEHNUN IS CBOEBPEMEHHOTO BBISIBIEHUST aHEB-
pU3MBbI A0PTHI.

3.3. MepBuU4HbIA Nponanc MATPaNbLHOro KianaHa

IMepBuuHbIil postanic MmutpaibHoro kiamnaHa (ITMK)
SIBJISIETCST HACJIENICTBEHHBIM HAPYIIEHUEM COEINHUTEb-
Hoii Tkanu (Grau J.B. et al., 2007). Onrcansl Tpu TeH-
HBIX JIoKyca Ha 16, 11 1 13 xpoMocoMax, HO TeHeTHYe-
ckre nedexThl, Jexallde B WX OCHOBE, JO CUX IOop
He U3BeCTHBI. TUTT HacIeIOBaHUS TIPU HUX — ayTOCOMHO-
JOMWUHAHTHBIA CO CHUXEHHOW TeHETPAHTHOCTHIO
U BapuabeNbHOU 3KCIpecCUBHOCThIO. CBs3aHHas
¢ X-xpomocomoii peueccuBHasg popma I[IMK nzBecTHa
1O/ Ha3BaHWEM MUKCOMATO3HOU NUCTPOMUMN KIIATaHOB
cepilla, M HEJAaBHO ObUIM BBISIBIIEHBI MYyTallMU TeHa
FLNA, xonupytouero 6enok duiaMuH A, OTBETCTBEH-
HbIi 3a manHyio marosnoruio (Kyndt FE et al., 2007;
Lardeux A. et al., 2011).

Cy1iecTByerT ellie HeCKOIbKO BEPOSTHBIX TATOTEHETH -
YECKUX MEXaHM3MOB, CTIOCOOHBIX OOBSICHUTH BOZHUKHO-
BeHue [IMK. MMeroTcst maHHbIe, CBUAETEIbCTBYIOILIUE
0 BO3MOXHOU ponu geduuura MarHus (U3-3a HU3KOTO
colepXaHusl MarHusi B MSTKOW BOJE) B Pa3BUTUU
TIMK. M3BecTHO, 4TO AePUIIUT MAarHUSI CHUXKAeT aKTUB-

HOCTh MarHuii-3aBUCUMOW aJeHUJIATIIMKIIa3bl, obecrie-
yuBawllel ynaieHue nedektHoro kosareHa (Ipomosa
0.A., 2008) u BAUMsIeT Ha CIOCOOHOCTH (PUOPOOIACTOB
npoayuupoBaTh KoyutareH (Kmemenos A.B., 2005).
[MToMuMoO TIpsIMOTO y4yacTusi MOHOB MarHUsl B TIpolieccax
KOJIJTareHOOOpa30BaHUsT, HECCOMHEHHA UX POJIb B (DYHKITU -
OHUPOBAHUU BETETATUBHOW HEPBHOUW CUCTEMHBI,
TTOCKOJIbKY Ae(OUITUT NOHOB MarHusi COCOOCTBYET MOBBI-
IIEHUIO YPOBHSI KaTeXOJIAMWUHOB TUIa3Mbl KPOBH, T.e€.
Pa3BUTHIO TUTIEPKATEXOJAMUHEMUN, U3MEHEHUIO TOHYCa
NanwuisspHeIX Mbli 1 ¢opmupoBanuo [IMK. Nme-
I0TCSl TakKe NaHHbIe, YKa3bIBAlOIMEe HAa BO3MOXHOE
ydacTue BUPYCHOU MH(MEKIINU B PA3BUTUU U TIPOTPECCU-
poBanuu [TMK (Mutpodanosa JI. b. u coast., 2005).

3.3.1. Ixoxapouoepauueckasn ouaznocmuxa

OcHoBHBIM MeTonoM muarHoctuku [IMK B HacTos-
1ee BpeMsl SIBJISIETCSl JBYXMEpHasl aXxokapauorpadus.
I[MMK nuarHoctupyeTcs Mpu MaKCUMaJIbHOM CHUCTOJIU-
YECKOM CMEIIEHUU CTBOPOK MUTPAJIbHOTO KJamaHa
3a JIMHUIO KOJbIlAa B TApacTepHAIbHOU IMPOAOJbHOM
no3uuuu 0ojee 4eM Ha 2 MM.

Hcrnonb3oBaHre WMEHHO TapacTepHAJIbHOTO TIPO-
JIOJIbHOTO ceveHust i auarHoctuku [TMK obycioBiaeHo
0cobeHHOCTIMU (POPMBI KOJIbLIa MUTPAJIBHOTO KJIalaHa,
B TO BpeMs KaK M30JIMPOBAHHOE CMEIeHUe TepenHeit
CTBOPKU 3a JIMHUIO KOJIbIIA, BUIUMOE B YeThIpeXKaMep-
HOW BEPXYLIEYHOU MO3ULIUU, SIBJSIETCS OCHOBHOM MpHU-
YUHOU ero TUIepAMarHOCTUKU. B axokapmuorpaduye-
CKOM 3aKJIIOUEHUM HEOOXOAMMO YKa3blBaTh TIIyOWHY
MPOIaAOMPOBAHUS, [UIMHY U TOJIIUHY KaXKJIO0W U3 CTBO-
POK, CTETIeHb MUTPATLHON PEerypruTaIliu.

HopmanbHblie 3HaYeHUsT ITUHBI TIEPEeTHE CTBOPKYU —
21-24 mwm, 3agHeit — 12—14 mMm. B 3aBUCHMOCTH OT TOJI-
ILIMHBI CTBOPKU pazaunyaror kaaccuxeckuit [IMK — npu
TOJIIIIMHE CTBOPOK B AUACTONy Oojiee 5 MM (OTpaxaer
HaJIW4Me MUKCOMATO3HOW JereHepalu CTBOPOK)
u Hekaaccuyeckui [IMK — nipu TonuHe MeHee 5 MM.

B Tex ciyuasix, korna peub UAET O TPOTadUPOBAHUS
CTBOPOK 10 2 MM, TMIOTPAHUYHOM WX YTOJIIEHUU (4 MM)
W/UIW MUTPAJIbHOW peryprutaiuu 1 CT., HO UMEITCs
MPU3HAKU CUCTEMHOTO BOBJIEUEHUS] COEAMHUTENbHOM
TKaHU 10 4—5 O0aJIIOB, CJIelyeT BO3AepKaThCs OT AUATHO-
ctuku niepsuyHoro IIMK. Takue mauueHThl He HyXaa-
I0TCSI B OTPaHUYEHUSIX (PU3MUECKOI aKTUBHOCTH, OTHAKO
WM CJIe[iyeT PeKOMEHIOBAaTh JWHAMUYECKOE KIMHUYE-
ckoe 1 DxoKI'-HabmoaeHue.

OripesiesieHe CTENEHU MUTPAJIBHON perypruTaiuu
B HACTOsIIIee BpeMsl TTPOBOAUTCS COTJIACHO PEKOMEH 1a-
msim AHA/ACC (Bonow R. O. et al., 2006). /11s aToro
WCTIONIB3YIOT CJIEAYIONIMe KavueCTBEHHBIE ITOKA3aTeNN:
auaMeTp Tepelnreiika CTpyu peryprutauuu (vena
contracta), 00beM perypruTaluyu U rIoniaab OTBePCTUS
peryprutanuu, pacCuYMTaHHbIE IO TUIOMIAAN TPOKCHU-
MaJibHOU paBHOCKOpocTHOM moBepxHocT (PISA). Crie-
muduuna st [IMK MutpanbHast perypruraiusi, BO3HU-
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Kalolas B KOHIIE CUCTOJIBI; OHA, KaK MPaBUJIO, BHICOKO-
CKOPOCTHAsI U 9KCIIEHTpUYHasI.

OlleHKa CUCTOTMYECKOW (YHKIIMU JIEBOTO 3KEIy-
JIoUKa — TaKxKe BaxkHas cocTapistioias IxoKI-uccneno-
BaHus1. OHA SBJISIETCSI BAXKHBIM MMPOTHOCTUYECKUM (hak-
topoMm y mauueHtoB ¢ [IMK u Tsxenoit muTpaibHOI
HenoctatouHocTthio (Suri R. M. et al., 2009). Nmetotcs
JTaHHbIE 00 YXyAlleHWU cuctoamyeckon pyHkuuu JI2K
y namyeHToB Mosoaoro Bodpacta ¢ [TMK u 6e3 3Haun-
Mol muTpanbHOll peryprutauuu (Malev E.G. et al.,
2011).

3.3.2. Kaaccupuxauus u mepmunonozus

B HacTosiiiee Bpemst pa3nnialoT HECKOJIBKO BapuaH-
toB [TMK (3emuosckuit D. B., 2010):

— IlneiioTponnoe nmposiBjaeHne HEKOTOPBIX Kiaccudu-
uupyembix HHCT (cunnmpombr Mapdana, Dnepca —
Hanno u np.). Tak, coueranue [IMK c pacmmpenvem
AOpThI U TIPU3HAKAMU CUCTEMHOTO BOBJICUEHUST COEIM-
HUTEJNbHOW TKaHU B 7 U Oojiee OAJIOB JaeT OCHOBAaHUE
paccMaTpuBaTh €ro Kak CBSI3aHHBIN ¢ CUHIApOMOM Map-
(ana. OgHako tonbko 1—2% nauuenros ¢ [IMK nmeror
onno n3 moHoreHHbix HHCT (Grau J. B. et al., 2007).

— CamMoCTOATENbHBIN KITIMHUYECKHU U TPOTHOCTUYE-
CKM 3HAYUMBII CUHIPOM: nepBu4HbIiA cemeiinbiii ITMK
(familial mitral valve prolapse — MIM 157700), nepBu4-
Helii Mukcomaro3nblii [IMK (myxomatous mitral valve
prolapse — MIM 607829 unu 610840). [Tpu oTcyTcTBUM
npu3HakoB ogHoro u3 MoHoreHusix HHCT, B ciyuae
BBISIBJIEHUS Y Ul Mosoaoro Bo3pacta [IMK ¢ remonu-
HaMMUYeCKM 3HAYMMOW MUTPAIbHOW peEryprutanuei
U/UIM  MUKCOMATO3HOW JereHepalnueil CTBOPOK,
MOXHO C BBICOKOW CTETEHbIO BEPOSITHOCTU TOBOPUTH
0 HaJIWYWU KJIWHUYECKM 3HAYUMOTO TIEPBUUYHOTO
IIMK. Camo co0oit pasymeeTcsI, 9TO I TMATHOCTUKHI
TeHETUYEeCKU JIETEPMUHUPOBAHHOTO TIEPBUYHOTO
IIMK Henb3s orpaHUYUTHCS JUIIb DXxoKI'-mnccimemo-
BaHMEM, 2 HEOOXOUMO YUUTHIBAThH PE3YJIbTAThl 00Ce-
JIOBaHWSI CeMbU, (DEHOTUTTNYECKUE NaHHbIE U KJIUHU-
YeCcKyI0 KapTUHY 3a00sieBaHUs.

Hns ouenku [TMK Takke nmeeT 3HaUeHUe ero cove-
TaHWe C TPU3HAKAMU CUCTEMHOTO BOBJIEUEHUS COEMHU-
TEJTHbHOW TKAaHW WJIM OTCYTCTBHE TaKoBbIX. CoueTaHue
IIMK ¢ Kk IMHUYECKO CUMIITOMATUKOM MO3BOJISIET TOBO-
putb o cunapome ITMK. /Insg Hero xapakTepHbI BereTa-
TUBHAs TUC(YHKIINS, apTeprabHas TUTIOTEH3UST U OPTO-
cTaTudeckast HeIoCTaTOYHOCTh, HAPYIIEHUSI CEPIETHOTO
pUTMa M HapylreHus pernosgpusanun Ha DKIT.

TIMK moxeT conpoBOXAATbCS MPU3HAKAMU CUCTEM-
HOTO BOBJICUEHUST COCAUHUTETHLHON TKAaHU, TIPUYEM CTe-
TeHb BHIPAXXEHHOCTU CHUCTEMHOTO BOBJICUEHUST MOXKET
MPEeBBILIATh 5 0a/UIoB. B crily cKazaHHOTO MpU AUArHo-
CTUKE MEPBUYHBIN MPOJIANIC MUTPAIBHOTO KJIanaHa Cie-
JIyeT YKa3bIBaTh CTENEeHb BBIPAXEHHOCTU CUCTEMHOTO
BOBJIeueHUsI B Oauiax (cM. Tabi. 1). B ciydae orcyrcTBus
MO0 MUHUMAJIBHBIX TIPOSIBICHUSIX CUCTEMHOTO BOBJIE-

yeHust coenrHuTenbHol TkaHnu npu [IMK cieayet roso-
puth 06 u3oauposanHom ITMK.

— Manas anoMaams cepAna, 4YacTo COMPOBOXAAIOLIAS
JIpyrue kinaccuduimpyeMble W HekIaccupuumrpyeMbie
JUACTUIACTUYECKUE CUHAPOMBI.

ITpu uckmouenuu cunapoma I[IMK, nponabuposa-
HHUE CTBOPOK 0€3 WX YTOJIIeHUS W 3HAYMMON MUTpab-
HOIl perypruTtaimu MOXeT OBITh pacleHEeHO KakK OIUH
W3 BapMaHTOB MaJIbIX aHOMAJIWI Cepala, KOJIMYECTBO
KOTOPBIX, KaK U3BECTHO, TECHO KOPpPEIUpYeT C Koaude-
CTBOM BBISIBJISIEMbIX BHEIIIHUX TTPU3HAKOB AM39MOpHoTre-
Hesa (Aroma A. B., Itanxux H. H., 2007).

3.3.3. Pacnpocmpanennocms npoaanca MumpaibHo2o
Kaanana

PesynbraThbl OOJIBIIOTO 3MUIEMUOIOTMIECKOTO UCCIIe-
noBaHust — Framingham Heart Study — cBumeTeabcTByoT
0 HU3KOM BCTPEYaeMOCTH IIEPBUYHOTO MTPOJIATica MUTPaTb-
HOTO KJiarnaHa B o61eit monynsiuuu — 2,4% (Freed L. A. et
al., 2002). Bosbilioe peTpOCTIEKTUBHOE WCCIIEOBAHNE,
B XOJie KOTOPOTO MpoaHaiu3upoBaHo 16185 sxokapamor-
paMM, BBITIOJTHEHHBIX TO KJIMHUYECKUM ITOKa3aHUSIM
B KOHCYJIBTaTMBHO-IUarHoctTuaeckoM neHtpe PLICKD
nM. B.A. AmmazoBa ¢ 2008 o 2011 romer, ITokasaao HUA3-
Kyt pacnpoctpaHeHHOcTh [IMK u B poccuiickoil mory-
asiumn — 1,3% (Manes O.T. u coasr., 2012).

OpHako HEOOXOAMMO TIOMHWTH, YTO 3JACTUYHOCTD
ctBopok MK m3meHsieTcs ¢ BO3pacToM, U TaHHBIE O pac-
MPOCTPAHEHHOCTH, TMOJYyYeHHbIE Ha B3POCIOM KOHTUH-
TeHTe, IaJIEKO He BCera OTPaXatoT pacIpoOCTPAaHEHHOCTh
TIMK cpenu iui Mojogoro Bo3pacTa. Tak, coOrjacHO
JaHHBIM  BBITIOJJHEHHOTO  HAaMW  UCCJIeIOBaHUS
PETIINKA (PacnpoctpanEHHOCTS IIponanca mutpaJlb-
Horo Kiramana cpemm mmir mosomoro Bo3pacTtA) TTMK
BBIsIBJIsIETCS valle — B 4,3% ciyvaes (3eMioBckuit 3. B.,
Manes 9.1, 2012).

3.3.4. Ocobennocmu meuenus u cmpamuguxauus
DUCKa npu npoaance MumpaibHo20 Kianana

B cooTBeTcTBUY € OOIIENPU3HAHHBIMU CETOIHS MO/~
XofmaMu cTpatuduKaiusl prucka CepaedHO-COCYAUCTHIX
ociiokHeHuit 1 cMmeptu npu [IMK nomkHa OCHOBBI-
BaThCsl, MPEXKJIE BCETO, HA OIIEHKE CTEMeHU BbIPaXKEHHO-
CTU MUTPAJIbHOW PETYPrUTALIMM W OTPEACTIEHUH TOJI-
IIMHBl CTBOPOK MUTpaJibHOTO KjamaHa. [locienHsis
XapakTepu3yeT HaJMuue W CTerMeHb BBIPAXKEHHOCTH X
MMKCOMATO3HOM nereHepauu. [1pu TOJIIMHE CTBOPKH
5 MM u GoJsiee JOCTOBEPHO IMOBBIIIAETCS CyMMapHasi
BEPOSITHOCTh BHE3AITHOUW CMEPTH, SHIOKAPIUTA U 1iepe-
OpaJIbHBIX 3MOOJIUI, BEPOSITHOCTh PAa3BUTHUSI MUTPAJIb-
HOW HEIOCTAaTOYHOCTH, pa3pbiBa XOPI, KETyTOYKOBBIX
HapylIeHUI puTMa 1 TaK1e MalUueHThl MOTYT ObITh OTHE-
CEHBI K TPYMIIe BHICOKOTO PUCKA.

Cropoxakos I. 1. u ap. (2001) ompenensitor creneHb
pHUCKa M0 HAJIMYUIO U CTENEHU BBIPAKEHHOCTH MHOXE-
cTtBa (haKTOPOB: ayCKYJBTATMBHOW KapTHHE, CTENeHM
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TpoJianca, BBIPaKEHHOCTH MUWKCOMAaTO3HOI NereHepa-
IIMM CTBOPOK, MUTPAJILHOW pEeryprutaiuu, BO3pacTy,
bubpunnauuu  npencepauit, XCH, aprepuanbHOit
TUTIEPTEH3UU U T. 1.

boabimmHcTBo mauueHToB ¢ I[IMK 6e3 npusHakoB
MUKCOMAaTO3HOU JereHepalu CTBOPOK U JIETKOi
MUTpPAJbHOW pPErypruTalueii MoOryT OBITb OTHECEHBI
K TpyTIie HU3KOTO PUCKA C OJIATOTPUSITHBIM IPOTHO30M
(Allen H. et al., 1974; Mills P. et al., 1977). Oxunaemas
TPOJIOJKUTEIBHOCTD XKU3HU Y HUX COOTBETCTBYET TaKO-
Boii B obmeit momyssiiiuu (Devereux R. B. et al., 1982).

HeG6naronpusatHoe Tteuenue I[IMK 3akmiouaetcsa
B HapaCTaHUW MUTPAJILHON PeTYpPTUTALIUM, TIPUBOISIIIICH
K AWIaTalliy JIEBOTO XeJyJouyKa U JIEBOTO Mpeacepaus,
Pa3BUTUIO (PUOPUIUISILIUU MPEACEPANUN, CUCTOIUYECKON
muchyHKInU JteBoro xkemymouka 1 XCH. Bo3zHukHOBe-
HUE U OBICTPOE MPOrPECCUPOBAHNE MUTPAIBHOMN peryp-
TUTAIIMU MOXET OBITH O0YCIIOBJIEHO Pa3phIBOM MUKCOMa-
To3HO n3MeHeHHbIX xop (Fontana M. E. et al., 1991).

Hanuuue usmeneHHbix ctBopok mipu [IMK moBbI-
IIAaeT PUCK Pa3BUTUSI WH(MEKUIMOHHOTO 3HIOKApINTa,
XOTSI B LIEJIOM €TO BEPOSITHOCTH B TOIYJISIIIUY TTAIIUEHTOB
¢ [MMK kpaitne Hm3ka (Clemens J.D. et al., 1982;
Devereux R.B. et al., 1994). Mo3sroBast aM001us SIBJIsI-
€TCSI OCHOBHOI TPUYMHON HEBPOJIOTUYECKOW CHUMIITO-
MaTUKU  (TpPaH3UTOPHBIE  WIIEMUYECKHE  aTaKu
U UHCYJBTHI) y maimeHToB ¢ [IMK, puck am6o1un y Hux
BBIIIe, YeM B obmieir momymsunu (Wilson L.A. et al.,
1977; Barnett H.J. et al., 1980). Bue3anHast cMmepTh sIBJISI-
eTcd penkuMm ocioxHeHueM nepsuyHoro [TMK (meHee
2% caydaeB TIpU JJIUTEILHOM HaOJIOACHUU, C €Kerof-
HOM cMepTHOCThIO MeHee 1%). OCHOBHOW NMPUYMHOI
BHe3anmHoi cepneyHoil cmeptu npu [IMK saBasioTcs
KEJTyTOYKOBBIE TAXUAPUTMUU, OCOOEHHO YacTO BCTpeva-
fommecsd npu cemeiHbix popmax [IMK (Vohra J. et al.,

1993).

3.4. Cunpgpom Anepca — Aauno

JuarHoctuka cuHapoma diepca — JlaHio ocHoBaHa
Ha Buibdpanuickux kputepusix (Beighton P. et al.,
1998). B Hux BMecTo paHee NMPU3HAHHBIX JAECSITU TUTIOB
BBIZICJIEHBI TIECTh: KJIACCUYECKUI, TUTIEPMOOWILHBIN,
COCYIUCTBIN, KU(POCKOIMOTUIECKHUI, apTpoxanasus,
Jepmartocriapakcuc. bosbiiime M Majble AMarHOCTUYE-
CKUMe KPUTEPUU OTIPEIEJICHBI TSI KAXKI0TO TUTIA U TOTIOJ -
HEHBI TI0 MepPe BO3MOXHOCTU NAHHBIMM J1a0OPATOPHBIX
uccienoBanmii. Huke oxapakTtepu3oBaHbl Haunbosee
pacripoctpaHeHHbie Tutbl COJL (Tadr. 4).

TpeOoBaHus K THATHOCTHKE CHHApPOMA Diepca — JlaHio

JUTSl KIMHUYECKON TMarHOCTUKY HEOOXOAUMO Halu-
4yue XOTs1 Obl OHOTO O0JIbIIOTro Kputepus. 1o Bo3MoX-
HOCTH JMarHo3 M0 KeH ObITh MOATBEPXKIEH COBPEMEH-
HBIMM JTaOOPATOPHBIMU METOIAMU UCCIAEAOBAHUS TTyTEM
MpOBeAEHMUSI TUCTOXUMUYECKOTO aHaanu3a KoJuiareHoB I,
III, V TunoB u BbIIBIEHUEM MYyTallMi B FeHaxX KoJuaare-

HOB (COLIAI, COLIA2, COL3A1, COL5A1, COL5A2),
menacuyuna-X (TNXB), GbepMeHTOB, YYacTBYIOIIMX
B CO3peBaHUM MoJIeKyIbl KojutareHa (PLOD 1, ADAMTS?2),
oTpe/iesieHus cofiepxkaHusl TeHacimHa- X B, nu3nuin-4-ru-
Ipokcuyiazpl 1, mpokoJyiareHoBolt N-TpoTenHa3bl
B CBIBOPOTKE KPOBH.

BrisiBNieH1e MasIbIX KpUTEPUEB 1a€T OCHOBAHUE IMOJa-
raTb HaJIM4Me cocTostHUS, momodHoro CBJI, xapaktep
KOTOPOTO OY/IeT BBISICHSITHCSI IO MEpE TOTO, KaK CTaHET
WM3BECTHON €r0 MOJIEKYJISIpHAs OCHOBA.

BHelmrHue mpu3HaKu, UCTOb3yeMble NI pacro3Ha-
BaHus COJI, MOTYT TakKe BCTpeUYaThCs MPU LIEJIOM psijie
JIPYTUX HACJIEICTBEHHBIX 3a00IeBaHUIA:

1. CemeiliHass runepMOOMIBLHOCTH cycTtaBoB (Joint
laxity, familial, OMIM 147900);

2. Cunnpowm Bsutoit koxu (Cutis laxa, OMIM 219200);

3. Cungpom 3arbutouynoro pora (Occipital horn
syndrome, OMIM 304150).

Takum o6pazom, Hapsiny ¢ CH/I, TOTHOCTHIO OTBEYa-
oM BunbhpaHIICKUM KpUTepusiM, BO MHOTHX CITy-
Yasix UMeeT MECTO HETOJIHBbII Habop Kpurtepues. Takue
CJIyJau CJieoyeT OTHOCUTS K 2.1epconodobnomy hernomuny.

3.5. HecoBepLueHHbI 0OcTeoreHes

HecoBepuieHHbIT OCTEeOoTeHe3 (osteogenesis
imperfecta) — rpynma HHCT, xapakrepu3syromascs
TOBBIIIIEHHOM JIOMKOCTBIO KOCTeil. B HacTosiiiee Bpemst
BolaesisttoT 12 tunoB. HecoBepieHHbI ocTeoreHe3 [—V
TUTIOB HACJIEAYeTCS] ayTOCOMHO-IOMWHAHTHBIM TIyTeM
U BBI3BAH MyTanueit reHoB KosutareHa | tuna (COL A1,
COL1A2). VI-XII Tumbl HaclemayloTcs TO0 ayTOCOMHO-
PELECCUBHOMY THUITy M OOYCJIOBJIEHBI MyTallleil TeHOB
FKBP10, CRTAP, LEPREI, PPIB, SERPINH2,
SP7w SERPINFI.

J1s1 MMarHOCTUKW HECOBEPIIEHHOTO OCTeoreHe3a
JI0 HACTOSIIIETO BPEMEHU TIOJB3YIOTCSI KPUTEPUSIMU
D.O. Sillence et al. (1979). 3aboneBaHue BcTpedaeTcst
¢ vacrotoii 1:10000 B ob1ieit momynsiiuu, a y OOJIbHBIX
C OpTOIEIWYECKOl TaTojJoThueil — HaMHOTO Yalle
(1:1000).

OCHOBHbBIE KJIMHUYECKHUE TPOSIBJIEHUS HECOBEP-
IIEHHOTO OCTEeOreHe3a: TMOBBIIIEHHAs! JIOMKOCTh
u nedopManusi Kocteit, ciradoCcTh CBSI30YHOTO arma-
para CcycTaBOB, HU3KMI MBILICYHbIA TOHYC, MaJbli
pOCT M TONyOble cKiiepbl. Takke XapaKTepHBI aHOMa-
JIuU pa3BUTUS 3y00B, CHUXKeHUE ciayxa. Hepenko 3a60-
JIeBaHUE COTIPOBOXIAETCS TUIEPIIACTUUHOCTHIO
KOXH, TUTIEPMOOUIIBHOCTHIO CYCTaBOB M TMATOJIOTHEH
kianmaHHoro anmapara cepaua (ITMK, aopranbHas
HEI0CTaTOYHOCTh, BTOPUYHASI HACENCTBeHHAsT Kapau -
OMMOTIATUS, KIINMHUYECKN HATTOMUHAIONIAS AUIaTaliu-
OHHYIO).

JlrarHo3 HECOBEPIIIEHHOTO OCTEOTeHE3a OCHOBBIBAIOT
Ha TAaHHBIX CEMEMTHOTO aHaMHe3a, KIIMHUYEeCKUX TAaHHBIX,
pe3yJbTaTax pPEeHTreHOJOTMYECKOro OO0CeOBaHuUS;
WMMYHOTHCTOMOPGHOMETPUUECKOTO MCCIETOBAHUS KOJI-
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HamnGonee pacnpocTpaHeHHble TUMbl cUHAPOMa Anepca —[aHno

Bonblune KpuTepum
Knaccuueckuii Tun, OMIM 130000; 130010

1. MoBbILLIEHHAs PACTSXMMOCTb KOXM
2. lunpokwe atpoduyeckue pyoup
3. MMnepmo6uaLHOCTL CYCTaBOB

MnepmoGunbHbI TN, OMIM 130020

1. TUneppacTaXUMoCTb u/mnu rmagkas, GapxatucTas koxa
2. TeHepann3oBaHHas runepmMobunbHOCTL CYCTaBOB

CocyaucTblit Tun, OMIM 130050

1. ToHkas, NpocBeYMBaloLLas Koxa

2. ApTepuanbHas/MHTeCTUHaNbHas/MaTouHas cnabocTb unu
paspbIBbI

3. O6LUMpPHbIE KPOBOMOATEKM 1 NMOBbILLEHHAS PAHUMOCTb

4. XapakTepHblii BHELLHWIA BAA, iuLa

Kudockonuoruueckuii tun, OMIM 225400

1. l[eHepann3oBaHHas rmnepMobuIbLHOCTL CYCTaBOB

2. BpoxaéHHas MblleyHast FUnoToHUS

3. BpoX[AEeHHbI CKOMO3, MPOrpPeccupyloLLee TeqyeHmne
4. CnabocTb Cknep 1 pa3pbiB rMasHoro s16a0ka

ApTpoxana3susi, OMIM 130060

1. Taxenas reHepanM3oBaHHas runepMoGuUIbHOCTb CyCTaBOB,
PEeUVaMBIPYIOLL/E BLIBUXM/MOABBIBUAXM

2. BpoxZaeHHbI ABYXCTOPOHHUI BbIBUX Ta300€4PEHHbIX
CycTaBoB

Jepmatocnapakcuc, OMIM 225410

1. BbipaxeHHas rmneppacTsXnMOCTb KOXM
2. MpoBucatoLLas, «MLLHSS» Koxa

Manble kputepum

Mapkas, 6apxaTncTas Koxa;

Monntockonofo6HbIE NCEBA0OMYXOMN;

MonkoxHble chepuyeckne obpas3oBaHus;

OcCnoxHeHusi r’MnepmobKnbHOCTY CYCTaBOB (PaCcTsKeHWe CyCcTaBa,
BbIBUXVI/MOABBIBMXU, NIOCKOCTONME);

MbiLLeyHas rmnoToHNs, 3aAepXKa MOTOPHOrO Pa3BUTUS;

Ywmbbl M reMaToMbl MPU HE3HAYUTENBHBIX YLLINGAX;

BbIpaxeHHbIe MPOsiBNEHUS PACTIXUMOCTM 1 CNaboCTy TKaHew (rpbixa

NMLLEBOAHOrO OTBEPCTUS, aHasbHbI MPOanc B 4ETCKOM BO3pacTe,
LiepBuKanbHas HeAOCTaTOYHOCTb);

MocneonepauyoHHble rpbixw;

Hannuune aHanornyHbix 3a60neBaHuii B CEMbE.

PeuvavBupyioLve BbIBYXY/ MOABLIBYXM CYCTABOB;
XpoHuyeckne 60N B CycTaBax/KOHEYHOCTSIX;
Hannuve aHanornyHbIx 3a60eBaHNii B CEMbE.

Akporepus; TMnepmMoBunbHOCTb MENKUX 1 CPEAHUX CYCTaBOB;
PaspbiB CyXOXUWiA 1 MblLLLL;

SKBMHOBapYyCcHas fedopmaums cTon;

PaHHsisi Bapyko3Hasi 60/1e3Hb;

ApTepnoBeHO3Has KapoTAHO-KaBEPHO3Haa GuCTyna;
[HEeBMOTOPAKC/MHEBMOreMOTOPAKC;

HenopassuTue fecHbl;

Hanunune aHanornyHbix 3a6oneBaHunii B CeMbe, BHE3anHasi CMepTb
6113KMX POACTBEHHUKOB.

PaHnMOoCTb Koxu, aTpoduyeckue pyoLibl;
CK/IOHHOCTb K remMaTtomaM, pa3pbIB apTepuit;
MapdaHonaHas BHELWHOCTb;

YMeHbLUEHNE Pa3MEPOB POrOBULIbI;

CHWXeHVe MHEPANbHOIN MIIOTHOCTW KOCTHOM TKaHU;
CeMmeliHblil aHamMHe3, Hanpumep, 601e3Hb cUBCOB.

[MneppacTsXNMOCTb, PAaHUMOCTb KOXU, aTpoduyecke pybLibl;
Jlerko BO3HMKAOLWME remMaToMbl;

MblLLIE4Has rMNoTOHMS;

Kudockonnos;

CHWXXeHVe MUHepabHOM MAOTHOCTW KOCTHOM TKaHW.

Msrkasi, peixias TekcTypa Koxu;

Jlerko BO3HMKAOLLME remMaToMbl;
MpexneBpeMeHHbI pa3pbiB NI0AHBIX 06004eK;
Bonblune rpbixvt (MynOBUHHbIE, NAXOBLIE).

Mpoune dopmbl: 130080, 225310, 147900, 1 Ap. OTHOCAT K HEKNTACCUDULMPOBAHHBIM TUMNAM

Tabnuua 4

leH, Genok

COL5A1,
COL5A2
al(l)cold
al(ll)cold

COL3A1,
TeHacumH X

COL3A1,
al(l)col3

PLODT1,
NIN3NN-ruapoKcunasa
1

COLIA1,

COL1A2

alpha-1 vwnn alpha-2
uenu konnareHa 1 Tuna
COL1A2

ADAMTS2, Ledvunt
NpOKONNareHoBow
N-npoTtenHasbl

Mpumeuanune: OMIM, HaumHatoWMIACS C 1 yka3biBAET HA ayTOCOMHO-LOMWHAHTHBIA, C 2 — Ha @yTOCOMHO-PELLECCHBHbIN TUMbI HACNEA0BAHMS.

gareHa 1 Tuma B OMoITaTe MOAB3AOLIHON KOCTU WU
KOXH1, MOJICKYJIAPHO-TCHCTUYCCKOM aHAJIM3C.

3.6. CuHApPOM rMnepmoOuMIbHOCTY CYCTaBOB

M3 Bcex HHCT, nMmerommx cormacoBaHHBIE KPUTEPUH
KJIMHUYECKOU TMarHOCTUKU, CUHIPOM TUIEPMOOUIBHOCTH
CyCTaBOB HauboJsiee 4acTO BCTPEYAETCS B KIMHUYECKOW

npaktvke. [MnepMOOWIBbHBIMU CIEAYeT CUUTATh CYCTaBbI
C U30BITOYHBIM TMANIa30HOM JBVKeHU. OLieHnBas quarna-
30H, CJIEyeT yYUTBIBATh BO3PACT, TIOJI U STHUYECKOE MPOUC-
XOXJIeHMEe TauueHTa. M3BecTHO, YTO Y 3[I0POBBIX JIIOAEH
CyCTaBHasi MOOMJIBHOCTb CHUXKAETCSI C BO3PACTOM, Y KE€H-
IIIMH €€ YPOBEHb BhIIIIE, YeM Y MyKUWH, Y BBIXOMIIEB 13 A3UK
OHa HauOOJbIlIAY, a y eBponeileB HauMeHbllas (Beighton
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Ta6bnuua 5
OeBaTnbGannbHag WKana runepmoousibHOCTH
P. Beighton (1998)

Tect CycraBbl
NneBbIn

1

CnocobHocTb

— MaccyBHO OTOTHYTb Ha3af, V nanew, B NICTHO-
danaHrosom cyctase Gonee yem Ha 90°

— MaccvBHO NpuBECTU | Nanew, K NafoHHON NOBEPXHOCTU
pykn

— NaCCVBHO Pa30rHyTb NOKTEBON CycTas =1 0°

— MacCMBHO Pa30rHyTb KONEHHbIV CcycTas >1 0°

— UHTEHCVBHO NPVXaTb IAA0HM K MOJTy, He Crnbast KoneHen

npasbiii
1

© = = =

Wtoro

Mpumeuanume: oguH 6ann MOXeT ObiTb MOMYYEH A5 KAXAON CTOPOHbI MPU MaHUMy-
nauuax 1-4, NoaToMy nokasaresib rMnepMoBUILHOCTY COCTaBASAET MaKCUMasbHO
9 6annos.

P. et al., 1999). [unepmMoOMILHOCThL CYCTaBOB CJIEIYET Olie-
HUBATh T10 IEBATUOATLHON 111Kasie (Tabi. 5).

[UTnepMOOUITBEHOCTD SIBJISIETCSI PE3YJIBTATOM CJIab0CTU
CBSI30K, KOTOpasi HOCHUT HACJIEJCTBEHHBIN XapakTep.
Oco0Oyto posib B 9TOM OTHOIIEHUM WTPAIOT MYTalluu
TeHOB, KOAMPYIOIIMX KOJUIareH, 3J1aCTUH, (UuOpUUTUH
U TeHacUMH X.

[MmepMOOUIIBHOCTE MOXET OBITH npuobpemenHoll,
TOCKOJIBKY OOBEM JIBDKEHWI B CyCTaBaX MOXET ObITh
YBEJIMYEH J0 TUTIEPMOOUILHOTO IMara3oHa Mo BO3/ieii-
CTBUEM TPEHUPOBOK. ApTUCTaM Oajieta, THUMHACTaM,
KOTOpbIE HE 00JIafJaloT HACIEICTBEHHON BBICOKOM pacTsi-
>KUMOCTBIO CBSI30K, TPUXOMWUTCS Pa3BUBATh TUIIEPMO-
OWIBHOCTH OTIpEIeNIEHHBIX CycTaBOB. [Ipu 3TOoM WM3Ha-
YaJIbHO HEM3MEHEHHbBIE OKOJIOCYCTaBHBIE TKAHUW 3alllk-
matot ux ot TpaBM (McCormack M. et al., 2004).

CUHIPOMOM TUTIEPMOOUIIBHOCTU CJIEyeT Ha3bIBaTh
covyeTaHWe TPU3HAKOB TUIMEPMOOUIBHOCTU CYCTaBOB
C KIIMHUYECKOW CUMMTOMATUKOU. Peub MaeT 0 yacThix
BBIBMXAX U TMOJBBIBUXaX CYCTaBOB, apTPAJTUSIX, BOBJIEUe-
HUW BETeTaTUBHOW HEPBHOW CUCTeMBbI (BeretaTuBHasl
nucynkuus). i NOHUMaHUS B3aUMOOTHOUIEHUM
MEXJIy TUIEPMOOWIHBHOCTBIO CYCTAaBOB M CUHIPOMOM
TUTIEPMOOUIILHOCTU CYCTaBOB YMECTHO TpuBecTU (hop-
myny P. Ipexema (Keer R., Grahame R., 2003).

TunepmMoOMIBHOCTD CYCTABOB + CUMNTOMATHKA =

CHHJ/IPOM TUNEPMOOWILHOCTH CYCTABOB

Knunuueckue nposisnenuss CI'MC yacTuuHO COB-
nagatot ¢ TakoBeiMu npu apyrux HHCT. K Huwm,
TMMOMUMO TUIEPMOOUIBHOCTA CYCTAaBOB, OTHOCSITCS
TTOBBIIIIEHHAS PACTSIKUMOCTb KOXHU, HApyIIeHUe pyolie-
BaHUS U CTpuu, MapchaHOUIHAs BHEUTHOCTb, a TaKXke
octeonienusi. R. Grahame (2000) monaraet, yto CTMC
u ruriepMoouibHyto hopmy COJl (paHee nMeHOBasIach
CO, tun III) cnemyer cuntarh cuHoOHMMamu. CI'MC,
XOTSI U HE YMEHbIIAaeT TPOMOIKUTEILHOCTh XU3HU,

OTHAKO CYIIECTBEHHO CHUXKAET €€ KaueCTBO U BJIEUYET
3a co00li BOBHUKHOBEHUE CYCTAaBHBIX 00JIeil U HETPY/IO-
CMOCOOHOCTH.

B Tabnuiie 6 mpuBeaeHBI KPUTEPUU JIJISI pacrio3HaBa-
Hust CI'MC (Grahame R. et al., 2000).

CuHIpOM rUnepMOOMILHOCTH CYCTABOB JUATHOCTHPYIOT
NPU HAJIMYKMH JIBYX OOJIBIINX KPUTEpPHEB JUOO0 OTHOTO 00JIb-
LIOr0 M IBYX MAJIBIX KPUTEPUEB, WM YeThIPeX MAJIbIX KPUTe-
pueB. /IBa ManbIX KpUTepusi IOCTATOYHbI, €CJIM HUMeeTCs
OJIM3KMIT PONICTBEHHWK, CTPAJAIOMIMI JAHHbBIM 3a00JeBa-
HueM. CHHIPOM TUTIEPMOOWIBHOCTU CYCTAaBOB WCKIIIO-
YaloT MpU HATMIUU CUHIpOMOB MapdaHa umu Diepca —
HaHjo, MHBIX TUTIOB, KpOMe TUIepMOoOMIbHOTO THITa CHJI
(panee — COJI III), B COOTBETCTBUU C OTPENEICHUSIMU,
npenycmorpeHHbiMu Tentckumu (De Paepe,1996) u Bu-
nbdpanmckumu (Beighton et al., 1998) kpurepusmu.

Takum obOpa3om, AMArHO3 CUHAPOMA TUMEPMOOWIb-
HOCTHU CYCTaBOB YCTAHABJIMBAIOT TP BBISIBIIEHUU TUTIEP-
MOOWJIBHOCTU CYCTaBOB M CYCTaBHBIX 0OJIEH TIPU YCIIOBUM
WUCKJTIOUeHUsI cuHapoMa Mapdana, cuHapoma Diepca —
HaHno u psjaa ApYrux OJM3KUX UM TIO0 KIMHUYECKUM
nposienenusim HHCT. [luarHo3 cuHapoma TuIiepMo-
OWJIBHOCTU CYyCTaBOB Y YaCTH TMAIIMEHTOB CETOTHSI MOXET
OBITh TIOATBEPXAEH JAOOPATOPHBIMU WMCCIETOBAHUSIMU
YPOBHSI TeHaclMHa-X ChIBOPOTKU KPOBU U TIPU aHAINA3E
nosumopdusMa reHa TeHacuuHa-X. B 3akiouyeHue noj-
YepKHEM, 4YTO B OTJIMYME OT JPYTUX PACCMOTPEHHBIX
BapuantoB HHCT, cuHapoM runepMoOMIbHOCTH CycTa-
BOB BCTPEUAETCS JOCTATOYHO YacTo.

Enie yame B KIMHUYECKOW TMpPaKTUKE TPUXOIUTCS
CTAJIKUBATHCS C PA3IUYHBIMU CUHIPOMaMHU U (heHOTH-
MaMu, He YIOBJIETBOPSIIOIIUMU TPeOOBAHUSIM COTIACO-
BAHHBIX KPUTEPUEB AMATHOCTUKU. IMEHHO O HUX TOW-
JIET peyb B CIIEAYIONIEM pasiee.

4. AucnnacTtnyeckue peHOoTUnbI

Tepmun mucrinazust coenuHutenbHoit Tkanu (JCT)
B Poccrm ctan cmrnonnvoM HHCT 1 maxe Tmosmyqu etie
OoJsiee IIMPOKYIO TPAKTOBKY, MOCKOJbKY K «Heaudde-
PEHIIMPOBAHHBIM IUCILIA3USIM COCTUHUTETbHON TKaHW»
CTaJI OTHOCUTD CJTy4au BBISIBICHUST HECKOIBKUX TTPOU3-
BOJIBHO U30paHHBIX MPU3HAKOB Au33MOpuoreHesa (Map-
TEIHOB A. W. ¢ coaBt., 1998, Kinemenos A. B., 2005, EBty-
menko C. K. ¢ coasr., 2009).

Takoe mwmpokoe TtonkoBaHue TtepmuHa JICT
U TIOTIBITKY TIpeBpaTuTh 3akimoueHue o JJCT B Ho3010-
TUYecKyto hopMy WIN KIMHUYECKUI AMArHO3 Ha MpaK-
TUKE TIPUBEJIM K TUTEPAMATHOCTUKE ITOTO COCTOSTHUS
u ceromgHs TepMuH I CT 1 ero nedmHUIUS HYKIAIOTCS
B yrouHeHuu. Kak yxe OBIJIO OTMEUYEHO, TEPMUH
«Qucnaaszusn coeOUHUMEAbHOU MKAHW» MOXET MCIOJIb30-
BaThCsl B IIMPOKOM M Y3KOM CMBIC/IaX cjioBa. B mmpo-
koM cmbiciie JICT 3To cMiHOHUM HaCJIeICTBEHHBIX Hapy-
MIEHUSIX COEAWHUTENbHON TKaHU. B y3KoMm cwmbicie
CJ0Ba OUCHAQ3UAMU COCOUHUMEAbHOU MKAHU CIENYeT
Ha3bIBaTh HAPYIIEHUS COCIUHUTEIHbHOW TKAaHU HOAU-
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HacnencTBeHHbIe HapyLLIEeHWS COEAMHUTENIbHOW TKaHW B KAPAMOAorun. [InarHoCTuka 1 neveHne

Tabnuua 6

MepecMoTpeHHbIE AUArHOCTUYECKME KPUTEPUM CUHAPOMA rMNepMoOMIbHOCTY CYyCTaBOB**

Bonblumne kputepun Manbie kputepum

1. MNokaszatenst beiToHa 4/9 nnu Boilwe (kak
BMOMEHT 06CnenoBaHusi, Tak 1 B NpoLuiom)*
2. Aptpanrus 4x vnv 6onee cyctasoB 6onee
3 mecaueB.*

6ypcuT).

5. MapdaHongHas BHELLHOCTb.

1. Nokasatens BeittoHa 1/9, 2/9 unn 3/9 (0, 1, 2 unm 3, npu Bo3pacTe naumnexTa 50 1 6onee net).*

2. Aptpanrus (>3 mec) B 1-3 cycTaBax unv 60/b B cnivmHe (>3 Mec), CnoHAUNe3, CroHAUNE3/CroHAMoINCTes.
3. CmeLLieHve/noaBbIBUX Gosiee 0AHOrO CyCTaBa MM OAHOr0 CyCTaBa C HEOAHOKPATHLIM MOBTOPEHNEM.

4. BocnaneHue Msarkux okoiocyCTaBHbIX TKaHew. Tpu nnu 6onee NoBpexaeHns (3MMKOHANANT, TEHAOCUHOBUT,

6. AHOMaIMM KOXW: CTPUM, TUNEPPACTIXMMOCTb, TOHKas Koxa, 06pa3osaHue pyGLIOB Mo TUMy NanMpocHo Gymarm
7. Mpu3Haku, CBS3aHHbIE C OpraHaMui 3PEHUS: MAOMUS U ApP. HAPYLIEHWS.
8. Bapu1Ko3Hble BEHbI UMW FPbIXa, WX BbINaLEHWE MATKW/MPSIMOI KULLKY.

MpuMeuaHue: * - coyeTaHme aTUX GONBLUMX U MasbIX KPUTEPUEB B3aVMMOVCKITIOYAETCS; ** - KpUTepUM NPUMEHUMBbI Ans nuu, oT 16 oo 85 ner.

2EHHO-MYAbMUGaKmopuaibHoli npupodsl, 00bETMHEHHbIE
B (beHOTUTIBI HA OCHOBE OOIIHOCTU BHEIIHUX W/WJIN
BUCIIEPATbHBIX IPU3HAKOB.

Heo06xoqumo mnomyepkuyTth, 4To Tepmunbi HHCT,
paBHo Kak u JICT He MOTyT HCHOJb30BATHCS B KaYeCTBE
CaMOCTOATEIbHOTO IUATHO32, A MPEANOoJAraloT Heo0X0au-
MOCTb Ompe/eieHus] KOHKPETHOTO CHHAPOMA.

Yto kacaercs aucrmiacTuueckux (hEeHOTHUIIOB, TO,
Kak ObUIO OTMEYEHO, OHU, B OTJINYME OT HACJIEICTBEeH-
HBIX CUHIPOMOB, XapaKTepusyloTcsi Ooiiee doGpoxaue-
CMGEHHbIM MeHeHUueM.

Haunbonee pacnpocTpaHeHHble AUCMIacTU4YECcKue
deHoTUNbI

Huxe npuBeneHsl Haubosee pacrnpoCTpaHEHHbIE
AUCIIIIACTUYECKUEC (I)eHOTI/IHbI, KOTOPbLIC MMCIOT CXOHO-
HBIC BHCIIHHUC IIPOABJICHMA, B INCPEUYCHb BKJIIOYCHA
n ,E[06pOKa‘IeCTB€HHa$I FI/II'IepMO6I/IJ'II>HOCTb CyCTaBOB.
Bce deHOTUIIBI pacTiONoOXEHBI B TOPSIIKE YOBIBAHUS UX
KJIMHUYECKOU 3HAUMMOCTH.

1. MASS-nono6nblii peHoTrn (CMHOHMM: MapdaHo-
noa00HbIi henoTum).

2. MapdaHouHas BHEIMIHOCTb.

3. DaepcononodHblil heHoTHI.

4. JIoOpokayecTBeHHAS TUIIEPMOOMIBHOCTh CYCTABOB.

5. Hexknaccudunupyemblii (heHoTHII.

B ocHoBy pacno3HaBaHUsI MEpPEeYUCIEHHBIX (PEHOTH-
MOB JOJ/DKHBI OBITH TOJIOXKEHBI Pe3yJIbTaThl CeMEUHOro,
TeHEAIOTMYECKOT0 U (PEHOTUNMMYECKOTO O0CIeIOBaHUMA,
nanHeie OxoKI' u Y3U opraHoB OpromiHoil monoctu
u 1odyek. M3 MHOXecTBa BHemrHMX mpu3HakoB HHCT
MPUOPUTETHBI T€, KOTOPBIE HCIOIB3YIOTCS B MEXIyHa-
POJHBIX PEKOMEHAAIMIX B Ka4eCTBE KPUTEPUEB JMArHO-
CTUKU KOHKPETHBIX HACJIEAYEMbIX CHHIPOMOB (CM. BBIILIE).

715 OLleHKY BOBJIEYEHHOCTHU TOW WJIN UHOU CUCTEMBI
clIeyeT OMUpPaThCsl Ha MOAXO/IbI, U3JIOKEHHbIE B IPUBE-
JIEHHBIX Bblllle pekoMeHmanusx ([eHTckue Kputepuu
MUarHOCTUKU cuHapoma Mapdana, Bunisdpanuickue
KPUTEPUN MUATHOCTUKM CUHApoMa Diepca — [anino,
BpaiiToHckue KpuUTepuu AUATHOCTUKU CUHIpPOMa

TUNEPMOOMIIBHOCTA CYCTaBOB, PEKOMEHIAUU AMepU-
KaHCKOW accolMalUu cepila MO BEAEHUI0 OOJIbHBIX
C KJIallaHHOW MAaTOJ0TUEe).

BaxHO momuepKHyTb, YTO MUATHOCTHUKA TEpedu-
CJIEHHBIX (P€HOTUTIOB TPEOYyeT HE TOJBbKO 3HAHUSI OCHOB-
HBIX MPU3HAKOB U aJITOPUTMOB PaCO3HABAHUS CUHIPO-
moB HHCT, HO m wu3y4YeHUsS ceMeilHOTO aHaMHe3a
U JOIMOJHUTEIBHOTO JIAOOPATOPHOIO WCCIEIOBAHUS
COCTOSIHUS MeTaboaU3Ma COeAUHUTEbHOM TKAHU.

B cuny cka3aHHOro, B OCHOBY ajJilTOpUTMa IUArHoO-
CTUKU BBILIEHA3BaHHBIX (DEHOTUIIOB CIEAYET MOJOXKUTD
T€ Xe MPUHLUIIBI OLEHKW BHEIIHUX MPU3HAKOB, 4TO
WCIOJb30BaHbl B COTJIACOBAHHBIX JKCIIEPTAMU PEKO-
MeHmauugx mo puarnoctuke ocHoBHbIX HHCT, ¢ TeMm ke
HabopoM Mpu3zHakoB. [Ipu 3TOM CTereHb BBIPAXKEHHO-
CTU KOHKPETHBIX MPU3HAKOB, MoKa3aTenei u kodbdu-
LIUEHTOB MOXET ObITb MEHbIIEH.

CucreMHoOe BOBJIeYeHUE COETMHUTETbHOI TKAHN HEO0-
XOIMMO OLIeHUBaTh B Oautax (cMm. Tabna. 1), u paccma-
TPUBATH TOT WIW UHOU MPU3HAK BO BPEMEHHOM KOHTHU-
HYyMe.

Nubivu ciioBamu, J1000ii U3 MPU3HAKOB TU33MOpHOre-
He3a MOXeET OTCYTCTBOBATh B JE€TCKOM BO3PACTe M MOS-
BUTHCS WM CTATh 3HAYMMBIM B mpolecce pa3sutus (pac-
HIMPeHne a0PThl, CTENEHb MPOJAOUPOBAHUS U MUKCOMATO3
KJanaHa, negopmanys rpyiHoii KJIeTKH, CKOJMOTHYECKAS
nedopmanusa no3sonouyHnka u 1np). Hepenko mpusHaku
JU3IMOpUOTeHe3a CTAHOBATCS OTYETIMBBIMU B MOJPOCT-
KOBOM BO3pacTe Ha ()OHEe POCTOBOr0 CKA4KA M UHTEHCHB-
HOT0 Pa3BUTHS COETMHUTEILHOIN TKAHM.

4.1. AnropuTMbl AMArHOCTUKMN AUCMIACTUYECKUX
¢eHoTUNOB

4.1.1. MASS-nodo6ustii heomun

MASS-niono0HbI (peHOTUIT (CMHOHMM: MapdaHo-
MOAOOHBIN (PEHOTHTT) CIeAYET BBIACIATD TSl B3SITHSI TTOJT
HaOJII0eHNEe TeX MallMeHTOB, KOTOPhle MMEIOT Iorpa-
HUYHOE pacIInpeHre KopHsS aopThl (Z okoio 1,9—2.0)
B COYETAHUW C MUOTIMEN W/WJIW MPOJIATICOM MUTPAb-
HOro KJjaraHa W HaJWudyheM TPU3HAKOB CHUCTEMHOTO
BOBJICUCHUSI COCNMHUTENIBHOW TKaHU MeHee 5 6auioB
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(mpu MASS-denotumne — 5 6annoB u 6osee).
MASS-110000HBIIT (DeHOTHIT TIPEATIONaracT BO3MOXK-
HOCTB CYIIIECTBOBAaHUS 00JI¢¢ MATKUX IIPU3HAKOB CUCTEM-
HOTO BOBJICUCHUS, YeM Te€, KOTOpPBIC IIPEACTaBICHBI
B [enTckux kputepusx 2010 roma. Peub umer o mammeH-
Tax, y KOTOPHIX HapsiAy C MOTpaHWYHBIMHU 3HAYCHUSMU
pacIMpeHnusT aOpPThl UMEIOTCS TTOTpaHUYHBIC 3HAYCHMST
MMPOJIAOMPOBAaHUS CTBOPOK MMTPAJbHOrO KJlallaHa,
MMOTrpaHUYHBIC 3HAYCHUS KO3 GUITNIEHTOB JOJIUXOCTEHO-
MEJINU, a TakKe O IMallMeHTaX WMEIOIINX IPU3HAKH,
HWCKJIIOUEHHbIE U3 ToAcYeTa 0alioB CUCTEMHOIO BOBJIE-
yeHusl (apKOBUIHOE HEOO, TMOBBILIEHHAS MOOWUJIBHOCTH
CyCTaBOB, HETIOJHBIC MMPU3HAKN apaXHOIAKTUIINHN ).

4.1.2. Mapghanouonas énemnocmo

O mapdaHOUIHO BHEITHOCTU KaK O (DEHOTUIIE Clie-
JIyeT TOBOPUTH TPU HAJIUYUU TIPU3HAKOB BOBJIEYEHUS
KocTHoM cucteMbl (Ientckue kpurepuu,1996) u orcyr-
CTBUU KJIMHUYECKU 3HAYMMBIX TPU3HAKOB BOBJICUECHUS
opraHa 3peHWUsI, CepAeUHO-COCYIUCTON U JbIXaTebHOMI
cucteM. HamoMHuM, 4TO KOCTHasl cUCTeMa CUMTAETCs
606.4€e4eHHoll, eCITA BBISIBICHBI 4 MaJibIX KOCTHBIX TIPU-
3HAaKa y JIUIl C ACTEHUYECKUM TUTIOM TeJIOCTIOXEHUSI.

IIpusnakn mapdanouaHOH BHEMIHOCTH

1. OnuH u3 K02 GUITMEHTOB TOJIUXOCTCHOMETNN:

— YMEHbIIIEHWE OTHOIIEHUSI BEPXHEro CerMeHTa
K HkHeMy — (B: H <0,89);

— yBeJIMUEHUE OTHOIIEHUS pa3MaX pPyK K poCTy —
(PP: P>1,03) mpu ycioBUM HETSIKEJIOW CTETIEHN CKOJIU-
o3a.

2. OauH U3 MPU3HAKOB apaXHOAAKTWINN:

— CUMIITOM 3arisICThs;

— CUMIITOM OOJIBIIIOTO TMaJIbIla.

3. Jedopmanusi TpyaHOU KIJIETKU JTI000U CcTerneHu
(kuneBuaHAs WJIM BOPOHKOOOpasHast aedopMauus
TPYIHOW KJIETKU WU €€ aCUMMETPUSI).

4. BanbrycHas necopManiusi CTOIIHI.

5. Iimockoctonue.

6. [MpoTpy3ust Ta306epeHHOTO cycTaBa J00oi cTe-
TEeHU.

7. CKONNO3 WY TOPAKOTIOMOATbHBIN K1dOo3.

8. Jluuessle nuamopduu (He MeHee ABYX U3 IISITU:
nonuxouedanus, HOMTAIBM, TUIOTUIA3USI CKYJOBBIX
KOCTel, aHTUMOHTOJIOUJIHBIN pa3pe3 TIJia3, peTporHa-
TUS).

B nuarHoctuke mapgaHOMIHOI BHEUIHOCTH, KakK
U TIPU Paclio3HABaHUM MHBIX TUCTUIACTUYECKUX (peHO-
TUTIOB, UCTIOJB3YIOTCS OoJjiee MSTKME KPUTEPUU U3Me-
HEHUSI KOCTHOU CUCTEMBI, YeM T€, KOTOPbIE BKIIOUEHBI
B [eHTCKUE KpUTEPUU 1151 OUEHKU CUHAPOMA BOBJICYEH -
HOCTU COEIUHUTEJbHOW TKaHW, JUAarHOCTUKU CUH-
npoma MapdaHa. Tak HanpuMmep, UCIOJIb3YIOTCS MOrpa-
HUYHbIE 3HaUYeHUs] KOI(D(PUIIMEHTOB TOJMXOCTEHOME-
quu (PP: P>1,03 u B: H <0,89) u Tonbko nBa (a He Tpu)
U3 TSTU JUIEBBIX au3dMopduit. Takke pedb WAET
0 HeOONbIIMX neGopMalusIX TPYAHON KIIETKU, JIETKOM

TUIOCKOCTONIUU U ckoauo3se. s onpenenenus mapda-
HOUJHOW BHEUIHOCTU [JOCTAaTOYHO BBISIBUTH OJIUH
13 K03 PUIIMEHTOB TOJTMXOCTEHOMENY 1 OJIUH U3 TIPU -
3HAKOB apaxHomakTuiauu. [Ipu sTOM momycKaroTcs
HEIOJHbIE CUMITOMBI OOJIBIIOTO Majblia U 3aIsCTh,
TO €CTh IPU ONPEAECTICHUN CUMITOMA OOJILIOTO MaIbla
«TIOJTHBII» CUMTITOM TIOJIpa3yMEBAeT BhIBEICHUE 32 YITb-
HapHBIN Kpaii TaJoOHU Heoii hananri 00IbLIOTO Najblia,
a «HEMoJHbI» — MeHee danaHru. [ToaHBIA «CUMITOM
3aISICThsT» XapaKTepU3YeTCsl TMepeKPhITUEM OOJBIIIOTO
najablia U MU3MHIIA HA LIeJIYI0 halaHry, a «<HEMOJHbIN» —
MEPEeKPHITUEM MEHbIIIEN BbIpAaXKeHHOCTU (MeHee
(banmanru). OgHaKO HaTUYUE XOTsI ObI OJTHOTO M3 KOA(]-
(GUUKMEHTOB NOJUXOCTEHOMEIUU U apaxHOJAKTUIUU
SIBJISIETCS] 00513aTeJIbHBIM YCJIOBUEM JUATHOCTUKU Map-
(anougHo BHemIHOcTU. Kak moka3aiu uccieqoBaHus
MOCJEeIHUX JIET, TaXe TaKue JIeTKue Mpu3Haku mapda-
HOUWJIHONW BHENTHOCTU MMEIOT KIMHUYECKOe W MPOTHO-
CTUYECKOE 3HAaYeHWE U MOTYT pPaccCMaTPUBATHCS KakK
NpPeIUuKTOPHl GPUOPWILTSLINY IPEACEPANI U CKIIepOJere-
HEPATUBHBIX TIOPAXXEHUN aOPThI Yy JIMIL CTAPIINX BO3-
pactHbIx Tpynm (3emiioBekuii 3. B. ¢ coast., 2009, 2010,
2011).

MapdaHouIHYI0 BHEIITHOCTh KaK CAaMOCTOSITETbHBIN
KJIMHUYECKU 3HAUUMBINA (heHoTUN Heobxoaumo nudde-
PEHIIMPOBATh C HACJEAyeMbIM CUHAPOMOM CeMEWHOit
MaphaHOUIHON BHEIIHOCTH (TIOC/IETHUI CETOMHS pac-
cMaTpuBaeTcs Kak cunHapom Jlynca — Jlutna, Tun
2 B OMIM 610380). DTOT Xe HabOp KOCTHBIX MPU3HA-
KOB MOXET BBISIBJISITbCS U TIPU LIEJIOM PSIE APYTUX MEH-
nemupytomnx HHCT (cunapom MapdaHna, mepBUdHbBII
IMMK, MASS-deHOTHIT, BpOXKIeHHAsT KOHTPAaKTypHast
apaxHoaakTwiusg u ap.). AuddepeHumanbHas auarHo-
CTMKA MeXy Map(haHOUIHOUN BHEITHOCTHIO KaK (heHo-
TUTIOM U CaMOCTOSITEJIbHBIM HACJIEyeMbIM CUHIPOMOM
BBI3BIBAET OMNpPEAEICHHbIE TPYAHOCTU, MOCKOJbKY BO3-
MOXHOCTb CIIOHTAHHBIX TEHHBIX MYTallWii, CHMXaeT
MH(POPMATUBHOCTH CEMEMHOTO aHAMHE3a.

4.1.3. aepconodobuwlii henomun

DnepcononoOHbI (DEHOTUTT BKJIOYAET MIMPOKUIA
JMAIa30H COCTOSHUII OT «HEIOJHOr0» CUHApOMA
Dnepca — JlaHJIO [0 BeCbMa JIETKUX M KIMHUYECKU
MEHeEe 3HAUYMMBIX COCTOSTHUI, OUArHOCTUPYEMBIX TIPHU
HaJIMYUU MPU3HAKOB BOBJIEYEHUST KOXKU, MBIIII, CyCcTa-
BOB, a TakXe cOCyaoB. [JlaBHOE YCJIOBUE OTHECEHUs
manyeHTa K 2JepconognooHoMy (GEeHOTUITy — HaIudue
He MeHee JBYX MaJIbIX NMPU3HAKOB BOBJIEUEHUST KOXKH
(cMm. Bumisdpannickue kpurepuw, pazzaen 3.4). BaxxHo
TMOHUMAaTh, YTO B 3JIEPCONONOOHOM (eHoTHuIe npu
TaKOM YMPOIIEHHOM QJITOPUTME NIMATHOCTUKYU BKJTIOYa-
I0TCSl KaK BapUaHThl OJIM3KKME K HOPME, TaK U HEKOTO-
pble CyOKITMHUYECKNE BApUAHTHI YK€ U3BECTHBIX IIeCTH
TOJTUIIOB, YIOMSIHYTBIX B Buiibdpaniickux kpure-
puUsIX, a TAaKXXe MHOXECTBO ellle HeKlacCu(uIpoBaH-
HBIX BAPUAHTOB CUHApoMa Diepca — JlaHo.
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4.1.4. Jlobpoxauecmeennas unepmoouibHoCms
cycmaeoe

Kaxk v Bce onucaHHble TUCTIIaCTUYeCKUE (DEHOTUITHI,
BBICOKasi MOOMJILHOCTb CYCTaBOB, OlleHeHHast mo beii-
TOHY, ellle He O3HaYaeT HATMIKS KIMHUYECKU 3HAYUMOTO
cuHApoMa. Bricokast MOGMIIBHOCTh CYCTaBOB MOXET ObITh
TeHETUYECKU IeTEePMUHUPOBAHA, HO MOXET ObITh JOCTHT-
HyTa TIyTeM PEryJsipHbIX TPeHUPOBOK. CHOPTUBHBINM
0oTOOp, TPOBOIMMBIN B paHHEM JETCKOM BO3pacTe,
B Takue BUIbI CIIOPTa, KaK TMMHACTUKA U aKpoOaTHKa,
4acTo MperycMaTpuBaeT MOMCK FTeHETUIECKHU OTapeHHBIX
JeTell ¢ BBICOKOM MOOWJIBHOCTBIO cycTaBoB. [lpoTrekast
JIOJITOe BpeMsl KakK JT00pOKayecTBEHHAsl TMIepMOOUIThb-
HOCTb CYCTAaBOB, TaKasl CIIOCOOHOCTb MOXKET C BO3PaCTOM
CTaTh KJIWHWYECKU 3HAYMMBIM CUHAPOMOM. JlMarHo-
CTUKAa CUHIPOMa TUIEPMOOUIBLHOCTU CYCTaBOB ObLia
paccMOTpeHbl BbIlle (cM. pasaen 3.6) U OCHOBaHa
Ha BpallTOHCKUX KpUTEepUsX, PEeBU30OBAHHBIX TMO3IHEE
R. Graham (2000). YMecTHO OTMETUTD, UTO TOOpOKaUe-
CTBEHHasi TUIIEPMOOMIBHOCTh CYCTABOB JMAarHOCTUPY-
€TCsI JIIIb Ha OCHOBE MPU3HAKOB MOBBIIIEHHON MOOMJTb-
HOCTM CYCTaBOB M MOXET BKJIIOYaTh B cebs Kak cliyyau
MOBBIIEHHONW MOOUJIBHOCTU, JTOCTUTHYTOW pPETyJIsip-
HBIMU (DUBMYECKUMU TPEHUPOBKAMU, TaK U TUIIEPMO-
OUIIBHOCTh CYCTaBOB, B OCHOBE KOTOPOI JIeXXaT MyTallluK
reHa TeHacUMHa-X U [OPYTUX T€HOB, OTBETCTBEHHBIX
3a (GOPMUPOBAHUE CTPYKTYPBI U (DYHKIIUY MHBIX OEJIKOB
BHEKJIETOYHOTO MaTpUKCa.

4.1.5. Hexaaccugpuuupyemotii ghernomun

K wnexaaccugpuuupyemomy ¢henomuny ciemyer OTHO-
CUTh TIOPAXEHUsI C <«Hecneuuuueckumu HapyuleHuAMu
coedunumeavroii mranw». COTJIACHO TI€PECMOTPEHHBIM
ITenrckum kputepusam 2010 roma, K 3TOM KaTeropuu
OTHOCSITCSI CJTydau BBISIBJICHUS S U OoJiee OalJIOB CUCTEM -
HOTO BOBJICYEHUSI COENMHUTENILHOM TKAHU Y JINI] MOJIOXKE
20 ner ©0e3 pacHIMpeHWsT aopThl W TPU3HAKOB
IIMK. ITockonbky mnepecMoTp I[eHTCKMX KpUTEpUEB
HE JIaeT OTBETa Ha BOTIPOC O TAKTUKE BEICHUS U JICUEHUN
naiueHToB crapiie 20 JIET ¢ YUCIOM OaIJIOB CUCTEMHOTO
BOBJICUEHUST COCNUHUTENILHOW TKaHU 5 u Oosee, malib-
Helilllee HAKOIUIEHUE 3HAHUM O KIMHUYECKOU 3HAaUMMO-
CTU TaKOTO BOBJICUEHMSI C KJIMHUYECKOW TOUKU 3pEHUS
TIPE/ICTABIISIETCSI OCOOEHHO BaXKHBIM.

OtnaBass naHb MHOTOYMCJIEHHBIM OTEYECTBEHHBIM
WCCIeAOBAHUSIM, OCHOBAaHHBIM Ha WCIIOJb30BAHUU
KOJIMYECTBEHHOTO, UJTU 0AJITHHOTO MOAXOI0B K JUArHO-
cruke JICT, 1 O3BONIMBUINM TIPOJIEMOHCTPUPOBATH €€
BKJIaa B (hopMUpoBaHME OCOOEHHOCTEN KIMHUYECKOM
KapTUHBI MHOTUX 3a00JIeBaHUII BHYTPEHHUX OPTraHOB,
K HekJaccubupyeMomMy (hpeHOTHUITY ClIeyeT OTHOCUTD
U CJyyad BBISIBJIEHUsI HE MEHEEe MIEeCTH MAJIbIX BHEITHUX
u/unu BuctepanbHbix npusHakos [ACT, mpu ycnoBum
UCKJTIOUEHUs] BCEX BBIIIEHA3BAHHBIX CUHAPOMOB
1 PeHOTUTIOB, ¥ TTPU HaJnuuu otsiromeHHoro mo HHCT
ceMeilHOro aHamMHe3a U JJTabOpaTOPHBIX NAHHBIX, TOMI-

TBEPKAAIOLIMX HapyllIeHUEe MeTaboIM3Ma COeAUHUTEb-
HOM TKaHMU.

4.1.6. Ilosvimennas oucnaacmuyeckas
cmuemamu3auusl U NOGbLUEHHAA, npeuUMyulecCmeenno
sucuepaasvnas, ducnaacmuueckas cmuemamuszauus

IoBblmeHHas TUCILIACTHYECKAS CTUTMATH3AIMS

— Hanuuue Tpex u Gosiee MaIbIX BHEITHUX MMPU3HA-
KOB JUCILIa3UH;

— PaznuuHble coueTaHMST MAJIBIX KOCTHBIX, KOKHBIX
U CYCTaBHBIX NMPU3HAKOB, HAJIMUME KOTOPhIX HE MO3BO-
JIIeT KylacCuuUMpoBaTh ONWH U3 TIEPEUNCICHHBIX CUH-
JIPOMOB U (DEHOTUTIOB.

IloBbimenHas, NPeNMMYIECTBEHHO BHCHEPAJbHAS,
JUCIIACTUYECKAS CTUTMATH3AIMS

— Hanuuume equHWYHBIX MaJbIX BHENTHUX MMPU3HA-
KOB;

— Hanuuume 3 u Gosee MayibIx aHOMaIWil cepaua,
(BkTIOYAS yIUIMHEHUE WJIWM HEIMarHOCTUYECKOe MpoJia-
o6upoBaHue cTtBopok MK 0e3 mpu3HAKOB MUTPaIbHOMN
peryprutauv 1 MUKCOMAaTo3a) 1/Uiu COeNUHUTETbHO-
TKaHHOTO KapKaca ApYyTUX BHYTPEHHUX OPTaHOB (IUCTO-
Mmusi TIOYeK, BUCIEPOINTO3, TpPaxeoOpOHXOMeraius
uap.).

JIBa BbINIEHA3BAHHBIX 3aKJTIOYEHUsS MOTYT BBIHO-
CUTBCS TIPU BBISIBJIEHUU HECKOJbKUX KIMHUYECKU 3Ha-
YUMBIX, HO HE KJIACCU(PUIIMPYEMbIX B KOHKPETHBIN CUH-
JpoMm win (eHOTUT, TPU3HAKOB. JIWIb nanbHeiee
HaKOTUIEHWE HAYYHBIX JTaHHBIX U KIMHUYECKUX HAOJIO-
JEHUI TI0O3BOJIUT YTOUHUTH KIMHUYECKYIO U TIPOTHO-
CTUYECKYIO TIeHHOCTh 9TuX nposisneHuii JJCT.

4.2. QnddepeHumanbHasa gMarHocTuka
ancnaactTu4eckux d)EHOTI/IﬂOB

YuuTteiBasg CXOACTBO CUMIITOMATUKUA U BO3MOXKHOCTh
B3aMMHOTO HaJOXEHUS MPU3HAKOB MPU Pa3IUYHBIX
JUCIIACTUYECKUX CUHAPOMAX, BOMpochl quddepeHu-
JIbHOW TUAaTHOCTUKU TPEOYIOT yTOUHEHUS:

e HaJM4Yue NPU3HAKOB, IMO3BOJISIONIUX IMOCTABUTH
nuarHo3 «cuHapom [IMK unu nepBUYHBIA MUKCOMA-
to3Hblli [IMK» wuckioyaer BO3MOXHOCTbH JII0OOTO
U3 MEPEUYUCICHHBIX ajlee CUHIPOMOB U (DEHOTUTIOB;

e nMarHo3 «MmapdaHouIHas BHEUTHOCTb» MOXET
OBITh YCTAHOBJIEH MPU HATUYUU KPUTEPUEB BOBJIEUYEHUS
KOCTHO# CHCTeMbI U IPU OTCYTCTBUU MPU3HAKOB BOBJIE-
YEeHUsI APYTUX OPraHOB U CUCTEM, XapaKTePHBIX IS
cuHapoma Mapdana;

e HaMOOJbIIXE TPYAHOCTU BO3HUKAIOT Npu audde-
peHIManbHOI auarHoctuke MASS-mogoOHoOTO (Map-
danomono6HOr0) M 3yepconogodbHOro GHeHOTUTIOB,
MOCKOJIbKY MPU MEPBOM MOTYT UMETh MECTO MPU3HAKU
BOBJICYEHUSI KOXU, TOYHO TaK XK€, KaK MPU dJIepCcOomno-
J0OHOM (beHOoTUIe — U3MEHEHUS KOCTHOW CUCTEMBI.
B nono6HbIX ciydasx npu nuddepeHunanbHO nuar-
HOCTHUKE CJIEAYeT YYUTHIBATh BBIPAXEHHOCTbh U KOJIMYE-
CTBO MPU3HAKOB U3MEHEHU cKeJieTa U Koxu. BeposT-
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HOCTb 3JIepCOMNOA00HOr0 (eHOTHUNAa CYIIeCTBEHHO
TTOBBINIAETCS TTPU HATMYUU JIBYX U 00Jiee KOXHBIX TIPU-
3HAKOB U OTCYTCTBUU MPU3HAKOB TOJTUXOCTEHOMEINH;

e nmuarHo3bl MASS-mogooHoro dgeHoruma (Mapda-
HOMOM00HOTO (heHOTUTIa) M 2JIepCONogoOHOro (heHo-
TUIIA WCKJIIOYAIOT BO3MOXHOCTH HekJaccuduiupye-
Moro (heHOTuMNa;

® 3aKJTIOUEHNE O HeKTacCu@UImpyeMom (heHOTHUTIE BO3-
MOXHO JIMIIIb TP OTCYTCTBUM KPUTEPUEB NUATHOCTUKU
JIPYTUX BBILIEHA3BAHHBIX CUHIPOMOB 1 (DEHOTUTIOB;

[MoBblllIeHHass AUCIIIACTUYECKAsl CTUTMAaTU3allus
U TIOBBIIIEHHAsI, MPEUMYIIECTBEHHO BUCIIepalbHas,
JMUACTUTACTUYECKAsl CTUTMATU3alusl 3aHUMAIOT TOCTe-
HUE MeCTa B MepapXuu 3aKJIOUYEHUN, a OlleHKa UX KJTU-
HUYECKOU 3HAUMMOCTH TPeOyeT MPOBECHUSI CIIeIInab-
HBIX UCCJIEIOBAHMIA.

JlnarHocTrKa BbIllIEHA3BAHHBIX CUHIPOMOB U (heHO-
TUTIOB TPEOYET He TOJIbKO 3HAHUSI BHEIITHUX MTPU3HAKOB,
HO ¥ O00CJIeNOBaHUS COCTOSIHUSI JPYTMX OpPraHOB
U CHUCTEM WU, TPEXJe BCEro, CEepAeuYHO-COCYIUCTOI.
Ocoboe MecTo B AMAarHOCTUKE BOBJIEUEHUS cepilia
U COCYIIOB B IMCIIJIACTUYECKUIA TIPOIIECC 3aHUMAET IXO0-
kapauorpadus, 6e3 KOTOpO CeromHsi HEBO3MOXHO
WUCKJTIOUUTh HACJAEICTBEHHYIO TAaTOJOTUIO aOPThI
U MUTpaJbHOTO KjamaHa. MIMeEHHO Ha pe3yJibraTtax
OxoKI-ucciaemoBanust ocHoBaHa guarHoctuka MASS-
(eHoTHMA M TIpOJIaTICA MUTPATILHOTO KJIallaHa.

4.3. Bo3pacTHble acnekTbl guarHoctuku HHCT

lTenetnueckuii neeKT MOXET MPOSIBISATHCS B pas-
HbIe BO3pACTHBIE TIEPUOMABI U, YeM paHbIlle BOZHUKAIOT
KJIMHUYEeCKNE CUMMTOMBI Takoro aedekra, Tem Oojee
BbIpaXkeHa KJIMHUYECKasi KapTUHA 3a00JIeBaHUSI U TSKe-
Jiee MporHo3. B mpoiiecce pocta u pa3BUTUSI OpraHn3mMa
MPOUCXOIUT HAKOTUIeHUE Ne(PEeKTOB B CUCTEME COEIU-
HUTEJIbHON TKaHM (OEKM BHEKJIIETOYHOTO MaTpuKcCa,
depMeHThI, KJIeTKN). BpeMs nosiBieHUsT KIMHUYECKUX
npusHakoB paznuuHbix HHCT 3aBucuT OT BpeMeHHBIX
3aKOHOMEPHOCTElN T€HHOU 3KCIPECCUU, MeHETPAaHTHO-
CTU TEHOB U XapakTepa (DaKTOpOB BHEITHEH Cpe/bl.

YoenutenbHO TTOKa3aHO, UTO B pAHHEM JIETCKOM BO3-
pacte auarHo3 cuHapoma MapdaHa BBI3BIBAET 0COObIE
3aTPYIHEHUSI U BO3MOXEH Ha OCHOBE KJIMHUYECKUX
JAHHBIX Jullb B 56% cnydaeB (Faivre L.et al. 2008).
C npyroii CTOpOHbBI, TMAaTHOCTUKA CUHAPOMA TUTIEPMO-
OUJIBHOCTU CYCTAaBOB TO KIWHUYECKUM TpU3HAKAM
TUTIEPMOOMJIBHOCTH TIPOCTO HEBO3MOXHa Yy JeTeil
Y TTOIPOCTKOB 110 16 JieT.

ToBopst 0 BO3pacTHBIX acmieKTax MpoOIeMbl, CIEAyeT
MOAYEePKHYTh, YTO MHOTHE TIPU3HAKM, OOBIYHO aCcCOIH-
upytommuecss ¢ HHCT, MoryT ObITh CBSI3aHBI C TIPOIIEC-
caMu cTapeHus (CKoJamoTudeckas aedhopMaiius mo3Bo-
HOYHUKA, TJIOCKOCTOIME, BApUKO3HAs 00JIE3Hb U JIp.),
4YTO 3aTPyAHSIET OMArHOCTUKY MHOTUX CUHIPOMOB
1 (HEeHOTUTIOB Y JIUII CTapIINX BO3pPACTHBIX rpymil. [Apy-
rue (MOOWMJIBHOCTh CYCTaBOB) C BO3PAacTOM yMEHbIIa-

IOTCSI, UTO TaKXe TpeOyeT LieJieHampaBleHHOTO cbopa
aHaMHe3a U1 YTOUHEHUS TMarHo3a CUHAPOM TUIIEPMO-
OmJIbHOCTU cycTaBoB. Haubosblieil 4yBCTBUTEIbHO-
CTBIO U CNEUUMPUUHOCTBIO i1 KIMHUYECKON AUArHo-
ctuku HHCT o61amaioT KOCTHBIC TIPU3HAKH.

4.4. BeretatuBHaa guCOyYHKLMS U HapyLUeHUs
putma npu HHCT

BereratuBHass auCHyHKIUS SBIASIETCS OJAHUM
13 HauboJiee PacrpOCTPAHEHHBIX CUHIPOMOB, COIPO-
Boxpatomux paznmuunbie HHCT (Topmon U.B. u ap.,
1984, Gazit Y. et al., 2004). boiee TOro, Mo MHEHHIO
HEKOTOPBIX aBTOPOB, BETETATUBHYIO TUCHYHKIINIO Clie-
IyeT paccMaTpUBaTh KaK MaIblii ITHMATHOCTHUYCCKUU
KPUTEPUl CUHApPOMA TUMEPMOOWIHLHOCTU CYCTaBOB
(Rowe P.C. et al., 1999, Levy H. P,, 2004).

Bricokast yacTora BeretaTUBHON AUCHYHKIINU, TIPU
paznmnuneix HHCT, no-Bunumomy, o0ycioBieHa Hace-
JyEMBIMU OCOOEHHOCTSIMU JINMMOUKO-PETUKYJISIPHOTO
koMmruiekca. [To maHHBIM JUTEpaTyphl, y OOJBIIMHCTBA
nauneHToB ¢ HHCT, mpenbsaBasiommx kajlo0bl Ha ciia-
00CTh, YTOMJISIEMOCTb U CepJlleOMeHNe, BBISIBIISIOTCS
MPU3HAKU OPTOCTATUYECKOW HEIOCTATOUHOCTU WJIN
HEYCTOMYMBOCTU. Y MALIMEHTOB ¢ CUHApPOoMOM MapdaHa
B OCHOBE ITMX XaJo0 4acTO JIEKUT OpPTOCTaTUUYeCcKast
TUTIOTEH3Us. Y JIUIl ¢ CUHApoMoM Diepca — JlaHio
yale perucTpupyeTcs MoCTypajibHasi OpTOoCcTaTUYecKast
taxukapaus. OTMe4eHo, YTO MPUMEHEHUE MaJlbIX 103
B-ampeHo06JI0KATOPOB ¥ B TOM U B IPYTOM CJTydasiX JaeT
MOJOXUTENbHBIA 3} dekT. bonablioe 4YUCIO UL
C JIUCTUTACTUYECKMMU (DEHOTUIIAMU TaKXKe TIPEIbsIB-
JISTIOT pa3HOOOpa3HbIe KaI00Obl, KOTOPble MOXHO OTHE-
CTU K TIPOSIBJIEHUSIM BereTaTUBHOU auchyHkimu. Peub
unetr o6 0OMOpoKax U MPECUHKOMAIBHBIX COCTOSIHUSIX,
KapaIuaJITusiX, OLIYLWIEHUSX CepAleOueHusi, 4YyBCTBE
HEXBaTKU BO3/lyXa, MOBBIIIIEHHOU yTOMJISIEMOCTH, Hapy-
MIEHUSX TEPMOPETYIsIiuu U Jap. YacTo MMEHHO 3T
KajoObl M CiIyXaT TPUYUHOW TEepPBOTO OOpalleHust
MalMeHToOB K Bpauy. [1pu 3TOM Xapaktep BBISIBIEHHBIX
HapyIIeHW I BETETATUBHOM PETYJISIIIUN MOXKET 0Ka3aThCsl
BecbMa paznuuyHbiM (bemozepos 10. M., 2004). Bto
00CTOSATENIbCTBO HEOOXOMUMO YUUTHIBATH TIPU BBHIOODE
TaKTUKU BeACHUS ManueHToB. [Ipu BbISIBIEHUU TIpU-
3HAKOB BEreTaTUBHOM AUC(YHKIIMY TTOKA3aHO MTPOBEIe-
HUE KOMIUIEKCHOUW Tepanmuu BKIIIOYalolneil oOliiue
MEPONPUITUS U MEIUKAMEHTO3HYIO0 TMOIIEPXKKY
C WCIOJb30BaHUEM [3-alpeHOOIOKATOPOB TPU BbIpa-
SKEHHOU TUTepCUMITaTUKOTOHUM.

Hanvune m BbIpak€eHHOCTh BeTE€TaTUBHONW AUCHYH-
KIIUW Yy JUIl C JUCIJIACTUYECKUMU (PeHOTUmaMu
HEe WCKII0YaeT HaJuuusl y HUX APYTUX HapylIleHUi
CO CTOPOHBI CEPACUYHO-COCYIUCTON CUCTEMBI, TAKUX KaK
apUTMUU, apTepuaabHas TUTIO- U TUTIEPTEH3USI.

Hapymenust cepaedHoro putmMa U MPOBOJUMOCTHU
yacTelii cryTHUK paznuuHsix HHCT. B ocHoBe pa3Bu-
TUST ADUTMUM TIPU DTUX COCTOSTHUSIX JIexKaT Kak aHOMa-
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JIUA CTPYKTYpbl U (YHKUUU MPOBOASIIECH CHUCTEMBI
cepaua (QIUC@HYHKIMAS CUHYCOBOTO y3JIa U CUHOATpHU-
aJIbHOU 30HBI, 10OaBOYHbBIE MTPOBOASIINE MYTU U MEXK-
dacuukyssipHble COENUHEHUS ), TAK U T€ TEMOAUHAMU-
YEeCKHE HapyLIeHUsI, KOTOpble BO3HUKAIOT MPU PEryp-
TUTAallMM KPOBU U3-3a MpoJanca KJIamaHOB.
OrmpeneneHHYIO PoJib B Pa3BUTUM HapylIeHUN pUTMa
u npoonuMoctu ipy HHCT MoryT urpaTth n Berera-
TUBHAaS AUCOYHKIIMS, U HAPYILIEeHUs OalaHCa 3JIEKTPO-
JIUTOB (TUTIOMAarHUEMUsI, TUTIOKaneMust). TepamneBTu-
yeckasi TaKTUKa B KaXJIO0M KOHKPETHOM CJIy4yae OIpe-
JIeJISIeTCS XapaKTepOM U BBIPAXXEHHOCTbIO apUTMUMU,
HaJU4YUEM COIMYTCTBYIOLIEH MaTOJIOTUU U MeTaboIrue-
CKMX HapyLUEHUMN.

4.5. HHCT n MKB X. Mpumepsbl anarHo3os

B MKB-X oTpaxeHbl OCHOBHbIE MOHOTE€HHbIE
HHCT u HecKonbKO HACICACTBEHHBIX CHHIPOMOB,
OTHECEHHBIX K TPYIITE TUCTUIACTUYECKUX (DEHOTUTIOB:

Q 78.0 HecoBepiueHHBIN ocTeoreHe3. BpoxknéHHas
JIOMKOCTb KOCTE.

Q 79.6 Cunnpom Dinepca — Jlanno

Q 87.4 Cunnpom Mapdana

I 34.1 IMponarnc MUTpaILHOTO KJIariaHa

M 35.7 TunepMoOOWIbHBIN CUHAPOM pa300JTaHHO-
ctu, usnuirHeil moaBuxHoctu. CeMeitHast cyiabocTh
CBSI30K.

IMpu KogMpoBaHWM MUAarHO3a Yy MAIlMEHTa C CUHIPO-
MamMu U (HEHOTUINIaMU He KIacCU(UIIMPOBAHHBIMU
B MKbB (MapdaHouaHas BHEIIHOCTb, MapdaHOnomnob-
HBI (PeHOTUTT U Ap.) CIEAYeT UCIOIb30BaTh BEIyIINE
KJIUHUYECKUE TIPOSIBICHUsI, pPyOpuduIIMpoBaHHBIE
B MKD. Ins onucaHusg MNOJMOPTaHHBIX MOPAXEHUN
3a4acTyl0 HEAOCTAaTOYHO OMHOTO mudpa, JUIb COBO-
KynHoOcTb KogoB MKDB mno3Bosisier oTpa3uTh YHUKAIb-
HeIit Habop mpuzHakoB HHCT y KoHKpeTHOTO Taiu-
eHTa.

IMpu popmynupoBKe AMarHo3a MaiueHTa ¢ Mpu3Ha-
kamu HHCT HeoOXomuMo CTpeMUThCS Ha OCHOBaHWU
pe3yJabTaTOB 00CIeI0BaHUS JUATHOCTUPOBATh KOHKPET-
HbIe HACJIEICTBEHHbIE CUHAPOMBI, a TUAaTHO3 «HEKJIac-
cuUIMpyeMbIid TUCTIIACTUYECKUI (DEHOTUT» UCTIONb-
30BaTh I CiIydaeB, Korma uneHtudunruposath HHCT
HE TIpeACTaBisieTcss BO3MOXHBIM. [Ipu opmynuposke
JIMaTHO3a CJIEyeT YKa3blBaTh KJIWHWYECKU 3HAYMMBbIE
MPU3HAKU, XapaKTepU3ylollrue TOT WIM JUCIIacThYe-
CKUil cuHAPOM win (HeHOTHIl, HhOpMUpysl, TAKUM obOpa-
30M, TMOPTPET TMAIMEHTa, TOHSITHBII Bpady MOCIeayIo-
1IEr0 KOHTAaKTAa.

Hwuxe mpuBeneHbl nmpumepsl (POPMYJIMPOBKU Jquar-
Ho30B y iuit ¢ HHCT.

A. lnarno3 ocHoBHoit: Cunapom Mapdana. AHeB-
pu3Ma BOCXOJISIIETO oTaena aopThl. [Iponarnc MuTpaib-
HOTO KJIalaHa.

OcnoxHenust: AoptanbHas peryprutauust II cre-
neHu. 2KesryoukoBasi 9KCTPaCUCTONUSI.

B. [lnarno3 ocHosHoii: Cunnpom Dnepca — Jlano.
Knaccuueckuit Tun? [Mponarc MUTpaTbHOTO KiaraHa.
AHeBpU3Ma MEXIIPeICepAHON MeperopoaKu.

OcnoxHenusi: MutpanbHasi peryprutamus | cre-
neHu. Penkas cynpaBeHTpUKYJISIPHAS SKCTPACUCTOJIUS.

C. Ilnarno3 ocHoBHOli: MASS-denortun. Ilorpa-
HUYHOE pacIINpeHne BOCXOMSIIEro OTAena aopThl (Z
kputepwuii 1,9). [Iponarnc murpanbHoro kianaxna. Kue-
BuAHas aedopmanus rpynHoi kiaeTku. [IpomosbHOe
mwiockoctonue 1 cT. BucueponTto3. Muonus BbICOKOW
crenieHu (7D).

OcnoxHenust: MutpanbHas peryprutamus [—II cre-
MEeHMU.

D. Iluarno3 ocHoBHoli: CunHapoM mposarnca
MUTpaJIbHOTO KJjamaHa (C TpU3HAKaMU CUCTEMHOTO
BOBJICUECHUSI COCIMHUTETBHOM TKaHU — 6 6GaioB). Map-
¢daHougHass BHelIHOCTb. BopoHKooOpa3Has aedopma-
uug rpyaHoi kietku Il crenmeHu. ACMMMETPUYHBIN
TPEXCTBOPYATHIN AOPTAIbHBIA KiarmaH. MHOXeCTBEH-
HbIE XOPbI JIEBOTO XKETYA0YKA.

ComaTtodopMHast BereTaTuBHast TUCGHYHKITAS.

OcnoxHenust: MutpanbHas perypruranus Il cre-
neHu. [IpeacepaHas sKCTPaCUCTONHUS.

E. IuarHo3 ocHoBHO: [lepBUYHBIA MHKCOMATO3-
HBI Tpojianc MUTpaibHOro kjianaHa. KwuieBupHas
nedbopmanusi rpynHoil kietku 1 cT. Ipbikxa Oesoi
quHuu. [unepmodwibHOCTH cycTtaBoB (4/9 mo beii-
TOHY);

OcnoxHenust: MutpanbHas perypruranus Il cre-
MEeHMU.

F. Ilnarno3 ocHoBHO!: CUHIPOM TUNEPMOOWIHHO-
CTU CYCTaBOB.

Ipbxka MUIIEBOIHOTO OTBEPCTUS AUA(parMbl.

ComaTtodopMHast BereTaTuBHast TUCGHYHKIIUS.

OcnoxHenust: [IpUBBIYHBIN BBIBUX MPABOTO JIOKTE-
BOTO CycTaBa

Tactposzodareanvubiii pedpitoke 11 crenenu. Xpo-
HUYECKUIi 230(parur.

BaxHO MOAYEpPKHYTH, YTO NMATHO3BI «CUHIPOM
JUCTIJIa3UU COEJUHUTEIbHOU TKAHW» WU «AUCILIA3US
COENMHUTENIbHON TKaHW» HEe UMEET IMpaBa Ha CYyIIeCT-
BOBaHUE, MOCKOJBbKY HE€ TMpeAnojaraloT HaJludus
KOHKPETHOW JTUOJIOTUM, MEXaHW3MOB IaTOreHe3a
W aJTOpUTMa IUArHOCTUKHU, a TaKXKe OTCYTCTBYIOT
B MKb-10.

5. TakTuKa BegeHuUs N e4yeHne NauueHToB
¢ HHCT

Yeunus wucciaenosaTeneil CeromHsl HampaBJIEHbI
Ha MOUCK FeHHO-MHXEHEePHbIX METOJ0B JIJIsI KOPppeK-
MU TeHeTUYeCKUX aecheKTOB, JiexXalluX B OCHOBE
HHCT. BMmecTe ¢ TeM, peaidbHas MOMOIIb HMalldeHTaM
CerofHsl JIeXXUT B cdepe MpakKTUYECKON MeauLUMHbI
M 3aKjaloyaeTrcs B pa3paboTKe OOLIMX MepONnpusiTUi
no aguarHoctuke v jedeHuio HHCT B nenom n MeTo-
OB NpOGMUIAKTUKH U JI€UEeHUS OTIEJIbHBIX (POPM.
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5.1. O6wume nopxoabi k neyeHmio HHCT

Oommue momxonbl K jedeHuio HHCT wu, mpexme
BCEro, AUCIUIACTUYECKUX (PEHOTUIIOB JOJKHBI COMEP-
KaTh PEKOMEHIAIMM IO TICUXOJIOTUYECKOU Tomep-
KKE, PeXXUMY JTHSI U ITBUTATEIbHOW aKTUBHOCTH, AUE-
ToTepanuu, (pU3NUYecKuM METONaM JIeUeHUs!, MeanuKa-
MEHTO3HOW Tepanmuu MeTaboJIMYecKOro XapakTepa.
DTO 0c0OEHHO BaxXHO s aull g0 20 JIET, KOTaa Takue
MEpOTPUSITUSI MOTYT 0Ka3aTh CYIIECTBEHHOE BJIUSTHUE
Ha MeTabO0JIM3M COeIMHUTETHLHON TKaHMU.

HecmoTpsi Ha HemocTaTOUHBINM ypOBEHBb JOKa3a-
tenpHOCTU (C mnu D), Bcem nmammeHTaM ¢ Ipu3HaKaMu
HHCT pexomeHayeTcsl TpMHUMATh KypcaMH OCHOB-
HBbIE TPYIIBI TMPENnapaTroB, MPSIMO U OIMOCPEIOBAHHO
BO3JEMCTBYIONINX Ha METabOMU3M COEIMHUTEIbHOMN
TKaHU.

1 epynna: cmumyaamopol K0a1a2enoo00pazoeanus —
ButamMuH C (acKopOMHOBas KUCIOTA), KpOMe ClyyaeB
KaJIbIINYPUU W OKCAJIATHO-KaJIbIIMEBOW KPUCTAJITY-
puu, KaTbUUTPUH, CTEKJIIOBUAHOE Tesio, L-KapHUTHH,
KapHUTWHA XJIOPUJI, COJIKOCEPWJI B COUETAHUU C BUTA-
muHamu rpynnsl B (B, B,, donuesas kucnora, B))
U MUKDPOIJIEMEHTHBIMU NO0ABKAMU, COAEpXKaIIUMU
WOHBI Cu2+, Zn™* Mg2+, Mn”".

2 epynna: KoppeKmopsl HapyuleHus cunmesa u kama-
0oausma 2AUKO3AMUHOAUKAHO8 — XOHIPOUTUHCYIb-
dan, IOHA (rmoko3amuHa cynbdar), comepxkaiine
[JINKO3aMUHOTJIMKAHBI — TJIIOKO3aMUH, PyMaJoOH.

3 epynna: peeyaamopvi 00MeHa Kaavuus u ¢oc-
¢opa — anva-xkanpuudepon (BuramuH D), Kanbumii-
D,-Hukomen, Butpym kambumym ¢ ButamuHom D,
OCTEOTeHOH, KaJIbIIUMAKC U JIp.

4 epynna: aHmuoKcudanmot U NPEnapamyvt yAyHua-
wue kaemounoe oOvixanue — docdageH, MUIAPOHAT,
JIEIIUTUH, U KOMIUIEKCHl 3CCEHIIMAIbHBIX aMUHOKHU-
ciot (koepMeHT Q10 — KynecaH, L-KapHUTHUH — dJib-
Kap, JISIIUTUH, JICIIUTUH-XOJIUH U JIp.).

ITpumepHas cxemMa KypcoBoOii MeTa0O0IMYECKOil Tepa-
nuu nanuenToB ¢ HHCT (Heuaesa I'. U., Bukroposa U.
A., 2007)

1-ii Kypc:

— MarHepor 1o 2 Tabjaetku 3 pa3a B IeHb B TEUEHUE
1 Hemenu, manee — 2—3 TaOJCTKM B CYTKU IO 4 MecsI-
LICB;

— nponuH 0,5; o 1 karicysne 3 pasa B ieHb 2 MecsI1ia;

— ackopOuWHOBasl KucjaoTta (Ipu OTCYTCTBUU OKcCa-
JIaTypuM U CEeMEeWHOro aHaMHe3a MOYeKaMEeHHOU
6osie3nu) a0 0,6 r B geHb — 4 Helenu;

— MWJIIpPOHAT 5 MJI pacTBOpa B/B MEIJIEHHO €Xel-
HeBHO Ne 10, manmee — mmo 250 Mr 2 pa3a B IeHb 12 mHEI;

— akToBeruH 1o 5—10 M B/B cTpyiitHo Ne 10 exen-
HeBHO, 3aTeM 1o 200 MT 3 pasa B IeHb BHYTPb Iepen
enou 4 Hemeau.

2-ii Kypc:

— cynbdar Mean (BBIITYCKAETCS B COCTaBE IPYTUX
npemnapaToB);

— cTpyktyMm Kkamcyasl o 500 mr; 2 pa3a B IeHb
BO BpeMms eibl 4 Mecsia;

— Kaabuuii-dopTte
1-2 Mmecdiia.

— Mekcuaona 2—4 mi B/B ctpyiiHo Ha 10 mut u3oTo-
HUYECKOro pacTBopa HaTtpusi xjopuma Ne 10 exen-
HeBHO, 3ateMm 0,25—0,50 r B cyTku B 2—3 mpuema
0 2—6 Hememb.

3-ii Kypc:

— UMHKHT Taba. mo 10 Mr; mo 1 TabimeTke 2 pasa
B IeHb 2—4 Mecs1a;

— nponuH 0,5 o 1 kancyne 3 pasa B 1eHb 2 Mecsiia

— mnpeaykrtan 0,02 B Tabnerkax, mo 1 TabGmerke
3 pa3a B meHb 2 MecsIia.

Kpome ob1mmx Mep, HarmpaBJIeHHBIX Ha YIy4YIIeHUST
MeTaboau3Ma COCAUHUTEIbHOW TKaHU, CJEAyeT
WCIIOJIb30BaTh LEJbI P Je4eOHBIX U MPODUIAKTHU -
YEeCKUX MEPOTPUSITUI, KOTOPBIE OTIPENEISIIOTCS 0CO-
OCHHOCTSIMU TEYEHUSI OCHOBHOTO HACJIEICTBEHHOTO
3a00JieBaHUsI U TIPEMMYIIECTBEHHBIM BOBJIEUCHUEM
TeX WJIN WHBIX OPTAHOB U CUCTEM.

[TpoBenenue  crneuuaabHBIX  MEPOTMPUSITUN,
HamnpaBJIeHHBIX Ha TNPOGUIAKTUKY OCJIOXHEHU,
HEOO0XOAUMO TpPU CUHIPOMAX, COMPOBOXIAIOIIUXCS
pa3BUTUEM AOPTAIBHOUN U/WIU MUTPATbHOW PErypru-
Talum.

tabnetrkn 500 wMmr/cyr

5.2. PaccnoeHue n paspbiB aOpThl Npu
cungpome MapdaHa

CocynucTtsle TOPaXeHUsT BeCbMa 4acTO COMYTCT-
BytoT pazinuuHbiM opmam HHCT. Peub uner o pac-
IVPEHNUU aOpThI U JIETOYHOU apTepuu, (hOpMUpPOBa-
Huu cocynuctoix aneBpusM. Cpenn HHCT naubonee
YacTOl  TMPUUYMHOW pPa3BUTUS aHEBPU3MBbI AOPTHI
aBagercsa cuHapom Mapdana. Kpome Toro, psa npy-
rux 3a0o0jieBaHUN COEAMHUTETbHOW TKAHU MOXET
BECTH K PACUIUPEHUIO U aHeBPU3Me aOpThl. MI3BeCTHBI
myTaiuu peuentopoB TGFBRI wnu TGFBR2, koTopbie
MOTYT TIPUBOAWUTHL K pa3BUTUIO cuHApoma Jlynca —
Hutua. Cocynuctslili Tun cuHapoma Diepca — anno
oOycnoieH myranusimu B reHe COL3A1, Kxonupyio-
mweM kojutareH [II Tuna, 4to co3maet mpeapacroio-
JKEHHOCTh K arPECCUBHBIM U COCYIMCTBIM 3a0oJieBa-
HusiMm. Pa3BuTue aHeBpPU3MBI OpPIOINIHOTO OTHENa
A0PTHI CBSI3BIBAIOT C BHICOKUM CHIBOPOTOYHBIM YPOB-
HEM TeHacliMHa-X ¥ YMEHBIIEHUEM €TO CONepPXKaHUsI
B aHeBpu3MaTuueckoii TkaHu (Zweers M. C. u coasr.,
2004).

Pa3peiBbl U pacciioeHUEe aHEeBPU3MBI aOPTHI €Xe-
TOIHO CTaHOBSTCS Mpu4YnMHOU oT 1% mo 2% ot Bcex
CJlydyaeB CMEPTU B MPOMBIIIJIEHHO Pa3BUTBIX CTpaHaX
u 50000 cmepreit B CIIIA (Pearson G.D. u coasr.,
2008). 3a mocaenaue 40 JIeT CPeOHSS TIPOIOIKUATEIb-
HOCTh XUW3HU Tpu cuHapome Mapdana Bospocia
npubaM3uTeIbHO Ha oaHY TpeTh (Keane M, Pyeritz R.,
2008). D10 cTamo BO3MOXHBIM 0yiaronapsi COBepIIeH-
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CTBOBAHUIO NUATHOCTUYECKON TEXHUKU, MEAUKAMCEH -
TO3HOM TCpalunu, HaHpaBJ’IeHHOfI Ha CHMUXKEHUEC TEM-
OB MporpeCcCumn paCliMpeHMd aopTbl, CBOCBPCMCH-
HOMY BbIABJICHUIO MAMCHTOB [OJId MTIPOBCACHUA
KapanoxXupypruaeCKkmx BMCIIATCIbLCTB, a TaKXe
COBCPIICHCTBOBAHHNIO OHCpaTI/IBHOﬁ TEXHUKHU.

5.2.1. Takmuka éedenus, npopuisaxmura
u n1evenue

B cooTBeTcTBUE ¢ pekoMeHANUSIMU AMepUKaH-
CKO¥ KOJIJIETUY KapAUOJOTOB MO TUAaTHOCTUKE U BeJie-
HUIO TAIMEHTOB C TAaTOJOTWUEeN TPYyJAHOU aopThl
(Hiratzka LF et al., 2010) Bcem mauueHTaM ¢ CUHAPO-
MoM MapdaHa TIpy OTCYTCTBUU MPOTUBOIOKA3aHUI
JMIOJKHBI Ha3HayaThesl [-aapeHoOnmokaTopsl (Kjacc
pekoMeHnaauuii I, ypoBeHb Hmoka3zaTesibHOCTU B).
Jlozapran Takxe MmokazaH TalUeHTaM C CUHIPOMOM
Mapdana a1 CHUXEHUsS CKOPOCTU pacuIupeHust
aoOpThl, B OTCYTCTBUU TMPOTUBOTMOKA3aHUN (KJyacc
pexomenpanuit Il a, ypoBeHb mokazaTeabHOCTU B).
IMpu nunatanuu aopThl MOKAa3aH MOCTOSHHBIM KOHT-
poJsib 3a ypoBHeM AJl, mpuem [-aapeH00JI0KAaTOPOB
He3aBUCUMO OT Bo3pacra. [Ipodunakruueckoe aeiicT-
BUE ITOU TPYNIMBI MpernapaToB Hanbojee BbIPakeHO
Mpu nuaMmeTpe aopThl Obosiee 4 cMm. PakTopamu pucka
paccoeHust aOpTHI CEAYeT CYUTATh YBETUUECHME 1A~
MeTpa aopThl HA YPOBHE CUMHYCOB BajbcanbBhl OoJiee
5 cM, OBICTPBI TEMIT HapacTaHWsI AUIATAIUU A0PTHI
(6osee 5% wau 2 MM B TOZ Y B3POCJIBIX), a TaKXKe yKa-
3aHUE Ha PacCIOEHUEe aOPThl y OJIM3KUX POACTBEHHMU -
koB. Mletsim ¢ cunapomoM MapdaHa peKOMEHOYIOT
nuHamMnuaeckoe OxoKI-HabmomeHWE ¢ WHTEPBAJIOM
B 6—12 MecsaueB ¢ M3MepeHHWEM IMaMeTpa KOPHS
aopThl. B pekomeHgauusgx AMepUKaHCKOW KOJJIEernuu
KapJAWOJIOTOB €CTh YyKa3aHWe Ha WCCIed0BaHUs
5 PeKTUBHOCTU Ha3HAYEHUsI [-aaApeHOOI0KATOPOB
JIeTsIM, KOTOpOe 00ecTeuynBaso CHUXEHUE CKOPOCTHU
pacuiMmpeHus aopThl Ha dbone npuema
B-agpenobsokaTopos Ha 0,2 MM/TOx.

B cootBercTBUUM ¢ EBponeiickumMu pekoMeHIau-
SIMU TIO BEJEHUIO B3POCIBIX MAIlMEHTOB C BPOXIEH-
HbIMU 3a00neBaHusiMu cepaia (Baumgartner H. et al.,
2010) xupypruyeckoe JeuyeHUe aHeBPU3MbI aOPThI
y MalMueHTOB ¢ CUHApoMoM MapdaHa MOXET ObITh
pPEKOMEHJ0BAaHO TMpU paszMmepe aopThl Oosee 50 MM
(1 C xuacc). Ilpu pazmepax aoptsl oT 46 10 50 MM
OrepaTUBHOE BMEIIATEIbCTBO PEKOMEHIYETCS B CIIy-
yae TIXEJI0U aoOpTaJbHOW UM MUTPAJIbHOW HELOCTa-
TOYHOCTH, YBEJIMUYEHUU Pa3MEpPOB a0pTHI OoJjiee 2 MM
B TOJ, TMJIaHUPYEeMOU OEepeMEHHOCTH WU TaHHBIX
CceMeifHOTO aHaMHe3a O paccloeHUU aopThl. B cooT-
BeTcTBUU ¢ pekomeHmauusmu (Hiratzka LF et al.,
2010) BMemaTeabCTBA HA a0pTe y MALIMEHTOB C TeHe-
TUYECKUMU 3abojeBaHusIMU (cuHApoMbl MapdaHa,
Onepca — aunno, Jlyuca — JIutiia a Takxe 1mpu ABYCT-
BOpUYATOM aOPTAJbHOM KJIallaHe) JOJKHBI TLIAHUPO-

BaThcs Tipu pazMepax aopthl 40—50 mm (Kiace pexo-
meHmanuit 1 C). Takke, ecli UHACKC TUIOIIAAN KOPHS
a0pThI (TCI‘z/pOCT CMZ/M) mpeBbimaer 10, Takomy
MalMeHTy MOKa3aHO XUPYPruieckoe BMEaTebCTBO.
Jig maneHToB ¢ cuHapoMoM Jlyuca — JAutua xupyp-
ruyecKkasi KoppeKIisi aOpThl MOXKET OBITh PEKOMEH0-
BaHa B cjiyyae TMOATBEPXIEHHOW MyTaluu B TeHax
TGFBRI w 2 npu pazmepax aopTol 42 mMm 1o OxoKT
(BHYTpeHHss1 rpaHuua), uau 44—46 mm no KT wim
MPT (xmacc pexomenmauumii Ila, ypoBeHb nokasza-
tenbHOCTH C). XUpypruueckoe BMEIIATENbCTBO IS
MpodUIAKTUKY PACCIOCHUST U pa3pbiBa aOpThl MOKa-
3aHO TIPU €€ pacCIIMPEeHUU HAa YPOBHE CUHYCOB Baib-
canbBbl 10 5,0 cm (Keane M. G. et al., 2008). bepe-
MEHHOCTbH y XEHIIIUH ¢ CUHApOMOM MapdaHa yBenu-
YUBAET PUCK PACCIOCHUS a0PTHI.

5.3. Ilepsuunotii npoaanc mumpaibHo20 KAianana

ITepsuunsiii [IMK, 61arogaps cBoeil pacnpocTtpa-
HEHHOCTHU, MOCTYITHOCTH JIJIsI TUATHOCTUKU U KJIMHU-
YeCKOW 3HAYMMOCTHU 3aHUMaeT 0co00e MECTO cpenu
HHCT. Bonipochl Begenus manmueHToB ¢ [IMK pac-
CMOTpPEHBI B peKOMEHAAIIUSIX 110 BeIeHUIO MallueHTOB
C KJamaHHBIMU TOPOKaMU cepiana AMepUKaHCKOM
KOJIJIETUW KapAMOJIOTOB U AMEPUKAHCKOW accolua-
uuu cepaua (Bonow R. O. et al., 2006).

5.3.1. Ocobennocmu eedenus nayuenmos
¢ nepeuunvim IIMK

bonapmnucTBy mauueHtoB ¢ I[IMK mnoxkazaHbl
OOBIUHBII 00pa3 XU3HU U PEryasipHble (U3UYEeCcKUe
TPeHUPOBKU. B 0COOEHHOCTHN 3TO OTHOCUTCS K TMaIn-
eHTaM, y kotopbix [IMK He conpoBoxaaeTcs KJIMHU-
yeckKoil cummnToMaTtukoii (Zuppiroli A. et al., 1995;
Rosen S.E. et al., 1994). OrpanuyeHue OOJbILIUX
puszmyeckux HaArpy30K WJIM 3aHSITUNH COPEeBHOBATENb-
HBIM CTIOPTOM DPEKOMEHJIOBAHO TIPU HAJIUYUU yMe-
pPEHHOU AuaTaluy JIEBOTO XEeNynouka, ero 1ucqyH-
KIIMYW, HEKOHTPOJIMPYEMOI TaXUapUTMUU, YITUHEHUUT
uHTepBasa Q7T, CHHKOTAJbHBIX COCTOSTHUSIX, PaCIIy-
penun KopHs aopThel (Fontana M. E. et al., 1991). [1pu
Hanuuyuu uszoaupoBaHHoro IIMK ©6epemeHHOCTB
He MPOTUBOTIOKA3aHa.

beccumnromubix manveHToB ¢ [IMK v manueHTos
¢ [IMK 6e3 MuTpanbHOU peryprutaluu cieayeT Kiau-
HUYeCKU oOcienoBaTh Kaxabie 3—5 meT. [ToBTopHOE
OxoKT uccnenoBaHue He MOKA3aHO, W BBHITIOTHSIETCS
TOJIbKO TIpW HaJWYMU TIPU3HAKOB BBICOKOTO pHUCKaA
npu mnepBudyHoM OxoKI wuccinemoBanum, a Takxke
B cJlydyae TOAO3PEHUS Ha Haaudue 3HAYUMOM
MUTPAJIBLHOW peTrypruTaliui WJIW WHOTO CEepPJAeYHO-
cocynucToro 3aboneBaHus. [lallMeHTHl BBHICOKOTO
pUCKa WJIM UMEIOIINE YMEPEHHO BBIPAXXEHHYIO WJIN
TSKEJIYI0 MUTPAJbHYI0O HEIOCTATOYHOCTH JOJIKHBI
o0cnenoBaThbCsl HE pexe olHOro pasa B roa. [lanuen-
TaM C TSIKEJI0 MUTPAIbHON HEAOCTATOUHOCTHIO UMe-
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IOIUM KJIMHUYECKYI0O CHMIITOMATUKY WU HApyLIEHUE
CUCTOINYECKON (PYHKIMU JIEBOTO Xeayaouyka, MmoKa-
3aHO Kapauoxupyprudeckoe jedeHue (Bonow R. O. et
al., 2006).

5.3.2. Jleuenue

MMauuentor ¢ IIMK u xanmobamu, 0oOyCIOBJIEH-
HBIMU TOBBIIIEHUEM TOHYCA WU PEAKTUBHOCTU CUM-
MaTUYEeCKOT0 OT/IejIa BETeTATUBHOM HEPBHO CUCTEMBbI
(cepnuebueHue, KapaAUaaruu, OJbIIIKA), YACTO MOJIO-
KUTETbHO pearupyior Ha Tepanuio
B-anpenobmokaropoB (Schaal S.F. et al., 1992).
B psime ciyyaeB 1OCTaTOYHO OTKA3aThCS OT TAKUX CTHU-
MYJISITOPOB KaK KO(enH, ajkorojib u kypeHue. Opro-
CTaTUUYECKYI0 CUMIITOMATUKY (TOCTypajibHasI TUTIO-
TeH3USI U CepAlleOneHrne) MOXHO YMEHBIIUTh TOBBI-
IeHWeM TTOTPeOJIeHUST XUJKOCTU U COJIM, HOIIIEHUEM
KOMIIPECCUOHHOTO O€JibsI, B TSKEJbIX ClydasX Mpue-
MOM MWHEPAJIOKOPTUKOUAOB. HapymeHuss putma
MOTYT TIOTpeOOBaTh JOMOJHUTEIHLHOTO JICYECHUS
(Bonow R. O. et al., 2006). DddhekTUBHOCTH Mpemapa-
TOB MarHus npu nepsuyHoMm [IMK O6bina mokazaHa
B paboTax OTEUeCTBEHHBIX U 3apyO0eKHBIX aBTOPOB
(Axartosa E. B., 2010., Cremmypa O. b. u coasrt., 1999,
Lichodzewska B. et al.,1997, INmenuii A. P. u coasr.,
2008). Yepes 1mrecTb MecsleB PEryIsipHOTO TpuemMa
npenaparta Maruepor (1o 1 TabieTke Tpu pa3a B I€Hb)
He ToJbKo HopmanuioBanuch YCC u ypoBeHb apTe-
pUATbHOTO JAaBJIEHUs, CHU3UJIOCH YWCJIO DTHU30/I0B
HapyIIeHU pUTMa, HO U yMEHbIIIUIACh TJIyOUHA TIPO-
JTabupoBaHUS CTBOPOK MUTpaNbHOTO KJianaHa. Kpome
TOTO, OTMEUEHBI 3HAUUTEIbHOE yMEHBIIEHUE BbIpa-
KEHHOCTU U3MEHEHUI KOXU U JEeCTPYKIIUU U 1e30p-
raHU3aI My KOJUTATEHOBBIX U 3JIaCTUYECKUX BOJOKOH.
[MpuBeneHHbIC NTaHHBIE MAIOT OCHOBAHUE JJISI TIPOBE-
neHus nauueHtam ¢ IIMK kypcoB MeTaboauueckoit
Tepanuu, BKIOYAIINX IMpernapaT MarHepor.

Ilpuem aneTuncaauuuIOBON KUCIOTBH (75—
325 mr/cyt) moxa3saH mauueHTaMm ¢ [IMK ¢ TpaH3u-
TOPHBIMU UIIEMUYECKUMU aTakaMW Ha CUHYCOBOM
putMme u 6e3 TpoMOOB B JieBoM mpencepauu. Ilepen
Ha3HAUYEHUEM alleTUJICATUIINIIOBON KUCIOTH HE00XO-
JIVUMO yOenuThCsI B OTCYTCTBUU OKCAaTypuUu U yTOU-
HUTH JIaHHbIE CEMEWHOTO aHaMHe3a 1Mo MOBOAY MOYe-
KaMeHHOU 0ose3nu. [lpu Ha3zHaueHUU aleTUIICAIIU-
LIWJIOBOW KHUCJIOTHl TMAallMeHThl JOJIKHBI U30eraTh
VIIOTpeOJIeHUsI OpaJbHBIX KOHTPALCNTUBOB M Kype-
Hus. [IpreMoM aleTICcaIuInIOBON KUCIOTH MOXHO
orpaHuuyuthcd y nauueHToB ¢ MK, nmepeHecuium
WHCYJIBT, HO HE MMEIOIINX MPU3HAKOB MUTPAJIbHOMI
peryprutauuu, GUOpWILISLUN Npeacepanii, TPOMOOB
B JIEBOM MPEACEePAUU WIN YTOJIIEHUS (5 MM U OoJiee)
CTBOPOK MUTpaJIbHOTO KJiamaHa. [Ipyn HamuIum 3Tux
OCJIOKHEHU U nin Hed(hHEeKTUBHOCTU alleTUICATUIIM -
JIOBOU KHUCJIOTHI TIOKa3aH mpueM BapdapuHa ¢ 1ee-
BeiM MHO 2,0-3,0.

AHTUOUOTUKY )11 TPOMWIAKTUKYA UH(HEKINOHHOTO
SHAOKAPIUTA MPU BCEX MAHUMYJISILUMSAX COMPOBOXKAAIO-
1uxcs 6akrepuemMueii, Ha3HavaloT nauveHTam ¢ [ITMK,
B OCOOEHHOCTU MpPU HAJTUYUU MUTPATBbHOU peryprura-
LMK, YTOJIEHUS CTBOPOK, YIJMHEHUU XOPIH, IUiaTa-
LIMU JIEBOTO XKeya0uKa WIn Mpeacepaus.

XUpypruuyeckoe Je4eHUe MOKA3aHO MPU TIXKEIOU
MUTPAJIBHOW HEOOCTAaTOYHOCTU, COMPOBOXAAIOIIEHCS
KJIMHUYECKOW CUMIITOMAaTUKOW WM AuUjdaTauuei
u cucroandyeckor auchyHkuueir JIZK (KOHEUYHBI
cucTtonmieckuii pazmep 6omee 40 mm, ppakiust BHIOpoca
mo Cumricony meHee 60%). B GonbliuHCTBe ciydaeB
npu [TMK adpdexkTiBHA peKOHCTPYKTUBHAS OIepalius
(B OCOOEHHOCTM TIpU MOPaXeHWUU 3aaHell CTBOPKH)
C JIyYIIMM [JOJTOBPEMEHHBIM IMPOTHO30M IO CpaBHE-
HUIO C TIPOTE3UPOBAHUEM MUTPAJIBHOTO KJjamaHa
(Bonow R.O. et al., 2006).

5.4. Cungpom Anepca — flauno, cMHAPOM
rmnepmMoOuIbHOCTU CYCTaBOB

Jleuenume cunHnpoma Oyepca — JlaHIO 3aBUCUT
OT KOHKPETHBIX MPOSBICHUIN, UMEIOLINXCS Y TTAllUeHTa.
BaxxHoe 3HaUeHMe MMeeT 3alIuTa KOXHU OT TPaBM U BO3-
JEWCTBUS TIPSIMBIX COJTHEUHBIX JIydeil. YUUThIBasT BbICO-
KyI0 PAaHUMOCTb KOXU, JieUeHUEe TpaBM TpeOyeT 0OJib-
IO OCTOPOXHOCTH, a MpoduaakTuKa MHGUIMPOBA-
HUS paHbl TIPUOOPETAET IMEePBOCTENIEHHOE 3HAUYeHWUE.
Hanoxenune mBOB MOXeT OBITH 3aTPYAHEHO W3-3a
TOBBINIEHHOW PAaHUMOCTU KOXHBIX MOKPOBOB. [urep-
MOOWJIbHBIN TUTT cUHApoMa Diepca — JlaHio TpymaHO
OTJINYUM OT CHUHAPOMA TUTIEPMOOUIBHOCTH CYCTaBOB.
YcremrHoe neueHre nanueHToB ¢ CI'MC mpenmosnaraer
CBOEBPEMEHHYIO TUarHOCTUKY M30BITOUHON TTOIBUXKHO-
CTU CYCTaBOB W OTIpele/ieHUe TTPUOPUTETHBIX MPodIeM
nmanveHta. Bemymum wmepomnpusitieM TIpu JIeYEHUU
SIBJIIETCSl KWHE30Teparnusi ¢ MHINBUIYaTu3UPOBAHHBIM
MOJ00OPOM YTIPaXKHEHU, BBITIOJHIEMBIX B JOMAITHUX
YCJIOBUSIX I YKPETJIEHUS MBIIIEYHOTO KOpceTa
B 1I€JIOM, TaK U MBIIIEYHOTO armapara, OKpy>Karliero
MpoOyieMHbIe cycTaBbl. JIJis 9TOTO ClieAyeT MCIOIb30-
BaTh COUETAHNUE IMHAMUYECKUX M CTATUUECKUX yIPax-
HeHuii. Heobxogumo Takxke BbIpabdOTKa MPaBUIBHOTO
CTEpeoTUna JABMKEHUN Yy TallMeHTa W MCIOJIb30BaHUE
opre30B. [Ipu HaMUMU BBIPAXKEHHOTO OOJIEBOTO CUH-
JpoMa TPOBOMUTCS KypcoBoe (pu3moTeparneBTUIECKOe
JIeYeHUE, WCTIOIb3YIOTCS HECTEPOUAHBIE TPOTUBOBO-
CTTAJINTENIbHBIC TTpeTapaThl.

5.5. Aputmun n BHesanHasa cmeptb npu HHCT
Hapyimenust cepaedHoro putMa M MPOBOAMMOCTHU
YaCThIM CIIYTHUK Pa3JIMYHBIX HACJIEIYeMbIX CUHIAPOMOB
u jaucriactuyeckux deHoTunoB. HaxkomieHHbBIN
3a TIOCJIETHUE TOJ/BI OTBIT, CBUIETETLCTBYET, UTO Hapy-
LIEHUS] PUTMA U TIPOBOIUMOCTH OCOOEHHO XapaKTePHBI
st cuHnpoma MapdaHa u psima pOACTBEHHBIX €My
HHCT. Peur umer o MASS-dbenotune (Mmapdanormno-
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nmobHoMm (eHoTHIe), nepsuaHoM [IMK ¢ mpusHakamMm
CUCTEMHOTO BOBJIEYEHUS COECAUHUTEIbHOW TKaHU
u mapdaHouaHou BHemrHocTU. CrenyeT MOMHUTD, YTO
TpeayrnpexnaeHne BHE3AIMHOW CepAeyHON CMEpPTH MpU
HacCJeAyeMbIX CUHIPOMAaX JOJKHO CBOAUTHCS K CBOEB-
peMmeHHOI quarHocTuke MmoHoreHHBIX HHCT, KoHKpeT-
HBIX TUCIUTACTUYECKNX (DEHOTUITIOB, BBISIBJICHUIO Y HUX
COCYIUCTBIX aHOMAJIUI U, MPEXJE BCEro, paClIUpPEeHUsI
A0PTHI, a TAKXKE KIIMHUYECKU 3HAYUMbBIX APUTMUNA.

3aknioyeHue

Jwuarnoctuka u jeduenne HHCT — oguH u3 caMbIx
CIIOXXHBIX pa3fenoB MeaunuHckoi Hayku. K HHCT
OTHOCSITCSI HE TOJIbKO PEAKO BCTPEUYAIOIIMECS MOHOTE€H-
Hble POPMbI, HO U LIEJbII psiJ TeHETUYECKH HEOAHOPO I~
HbIX, HO OJM3KUX MO CBOUM (PEHOTUIMMYECKUM U K-
HUYECKUM TposBieHusIM ¢Gopm. Ha ocHoOBe MpuHLIM-
MOB, 3aJ0XEHHBIX B OCHOBY JMAarHOCTUKW Pa3IMYHBIX
MoHoreHHbIX hopm HHCT (Gonbiime u manbie mpu-
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Puc 1-1. Homorpammsl ansi OLeHKM pa3MepoB KOPHS a0PThl HAa YPOBHE CUHYCOB BanbcanbBbl C y4€TOM AONYCTUMbIX kone6aHuit B 3aBUCUMOCTM OT NoLaau
noeBepxHocTu Tena. Uamepenne anameTpa aopThl NPOBOAAT NP 3X0Kapanorpadumn B napactepHasibHOM NO3ULMK MO AJIMHHON OCK.

:.: |25

Puc 1-2. CumMnTOMBI apaxHO4AKTUAMK: CMMNTOM Gonblioro nanbua (a)
¥ cuMnToMm 3anscTbs (b). CUMNTOM GONBLLIOrO ManbLa MoNOXUTENEH, Koraa
BCSl AMcTanbHas pananra npnBeAeHHOro 60/bLWOro NanbLa BbIXOAWT 3a YbHap-
HYIO FpaHuLy NafioHW, HE3aBNCUMO OT TOrO JOCTUraeTcs 3TOT BbIXOA, C MOMOLLbIO
nccnenosatens unu 6e3 Hee. CUMNTOM 3ansiCTbs MOIOXWTENEH, KOrAa Npu oxea-
Te 3ansCTbsl KUCTbIO BTOPOI PyKW KOHYMK GOMBbLIOTO Nanbla NepekpbiBaeT BeCb
HOroTb MATOrO NanbLa.

Puc 1-3 Jedopmauus rpyaHoi KneTku: BOPOHKooGpasHas (a), acumme-
TpuuHas (b), kuneengHas (c)

BopoHkoobpasHas (pectus excavatum) n acumMMeTpryHas aedopmMaumnmn rpyaHoi
KNeTkN oLeHvBaloTCs B oavH Gann. KunesupHas aedopmauys rpyfHoOi CTEHKU
(pectus carinatum) aBnsetcs cneunduyHoin ana amarHosda cuHapoma Mapdara
1 oueHnBaeTcs B 2 6anna.
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Puc 1-4. BanerycHasa gedopmauus ctonsl (a) u nnockocronue (b)
BanbrycHas aecdopmaiyis B KOMOVHALWMM C MPOAObHBIM MA0CKOCTONMEM 1 CHUXE-
HMeM CBOAA CTOMbI (PaHee OnuchbiBanach kak MeauanbHas poTaums MeayanbHo
NOAbIXKM) OLeHMBaeTcs B ABa 6anna. BanbrycHas necdopmaums SonxHA OLEeHN-
BaTbCA Criepeay W c3agu, Npy 3TOM chnenyeT ommyath 3Ty Gopmy OT 06bIHHOrO
naockocTonus 6e3 3HaunTENbHOM BanbrycHol gedopmauyu (oguH 6ann).
MnockocTonue (pes planus) SBNSETCS COCTOSHUEM, XapakTEPU3YIOLLMMCS CHU-
XEHMEM CBOLOB CTOMbI. YNNOLLEHVE MPOAOMBHOIO CBOAA CTOMbI MPUBOAWT K pas-
BUTMWIO NPOAOJIBHOMO MIOCKOCTONUSI, @ PACTIaCTaHHOCTb NEPELHErO ee oTaena —
nonepeyHoro.

Puc. 1-5 CnoHTaHHbIi NTHEBMOTOpPAKC
Ha peHTreHorpaMme rpyaHoii KNeTkM BUAEH aTeNekTas 1eBoro erkoro.

Puc 1-6. 3kTasus TBepAoi MO3roeoi 060104Ku
[1ns BbISIBNIEHNS NOSICHUYHO-KPECTLOBOI 9KTa3UW TBEPAOI MO3roBoi 060104KM

MOXET MCMOMb30BaTLCA KOMMbIOTEPHAsA TOMOrpadus Nav MarHTHO-Pe30HaHCHas
Tomorpagus.

Puc 1-7. NpoTpy3usa BepTnyXXHO BNaavHbI

Ha peHTreHOBCKOM CHMMKE B MPSIMOM MPOEKUMM MpencTaBieHa MeavanbHas
NpOTPY3uUsi BEPT/YXHOW BrafuHbl Ha 3 MM Bbllle MOAB3LOLIHO-CEAANNLLHON
(Koxnep) nMHWK, 4TO NO3BONSIET AMArHOCTUPOBATL 3Ty Natonoruio. He cywiectsyet
onpegeneHHbix KT nam MPT kpuTepreB ons NoCTaHOBKM AnarHo3a, ofHako oTMe-
4aeTCs M3MEHEHNE HOPMATbHO 0BabHON HOPMbI TA30BOI0 BXOAHOr0 OTBEPCTUS
Ha yPOBHE BEPTNYXHOW BMaAuHbI.

Puc 1-8. KoadpdpuumeHTbl sonmxocTeHomenmum

CoyeTaHve CHVXEHHOrO OTHOLIEHUSI BepxHero cermenta (BC) k HuxHemy (HC)
<0,85, 1 yBennyeHHbIn paamax pyk (PP) no oTHoLLeHuio k pocTy (P) (415 B3pOCHbIX)
(>1,05) npu ycnoBuM OTCYTCTBMSI 3HAYMTENIBHOrO CKONMO3a BHOCWUT OAWH Gann
CUCTEMHOrO BOBJIEYEHS COELMHUTENBHOM TKaHwW. [ins oTHoweHns BC/HC y neteit
nartonorunyeckum cumtaetcs — BC/HC <1 (ans Bospacrta 0-5 net), BC/HC <0,95
(ons 6-7 net), BC/HC <0,9 (8-9 net) 1 <0,85 (cTapwe 10 net). HUXHWiA cermeHT
onpenensieTcs kak paccTosH1e 0T kpast T106KOBOro CMM®3a B NOOXEHNN «CTOS»
[0 nona, a BEPXHWiA cermeHT, kak P — HC. BaXHO NOMHWTb, Y4TO HW OOHO U3 3TUX
OTHOLLEHWI He JAeT TOYHOro pesynbTata Npy HaNMYMKM TSXKENOro CKOAMo3a unm
kndosa.

Puc 1-9. Ckonuno3s n Topako-niombanbHblii kuho3s

CKONIMO3 MOXET ObITb ANarHoCTUPOBAH KIIMHUYECKU NPU UCKPUBIEHUN MO3BOHOY-
HUKa BO POHTAIbHOM NJOCKOCTU W aCUMMETPUK MexpebepHbIX NPOMEXyTKOB
cnesa v cnpasa Ha 1,5 cm 1 6onee. Ha peHTreHorpamme yron Ko66a (yron mexay
JIMHNAMW, NPOBELEHHbIMU BOOb BerHeVI rpaHnLbl BEPXHEro no3soHKa 1 BAOJIb
HUXHEN NNAaCTUHbI HUXHEro NO3BOHKA, OLIEHMBAEMOrO y4acTka B nepeaHe3anHen
NPOEKLMN) AOMKEH COCTaBASATL He MeHee 20°. B 0TCYTCTBIE CKONMO3a B 0ANH Oann
MOXHO OLIEHNTb BbIPAXEHHbIA MOSACHNYHO-TPYAHON KNPO3.
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Puc 1-10. HenonHoe pa3ru6aHue NoKTeBOro cycrasa

O HenonHom paSI’MﬁaHVIVI JIOKTEBOro CyCTaBa MOXHO rOBOPUTb, €CJIN OH HE pasrm6aeTcn NOHOCTbIO, @ Yron Mexzy MieyeBol KOCTbIO 1 npeannedsem coctasnset 170 rpa-

[ZlyCOB 1 MeHee.

Puc 1-11. Jluuesbie guamopopumn

B oavH 6ann oueHMBatOTCS NULEBLIE AM3MOPbUI, ECAIM Y NaLMEHTa OKa3blBaeTCs,
no KpanHen mepe, TpW U3 NATU TUMUYHBIX JIMLEBbIX MPU3HaKa, K KOTOPbIM OTHOCHT-
ca ponuxouedanns, aHTUMOHIONONAHbIV paspes rnas, sHodTaNbM, PETPOrHaTUS
1 CKynoBasi rmnonnasus.

Puc 1-12. Atpoduyeckue cTpumn

ATpocduyeckne CTPUM CUMTAIOT 3HAYUMbBIM [MArHOCTUYECKUM MPU3HAKOM, ECnn
OHV HEe CBfI3aHbl C OTMEYEeHHbIMU NauyeHTaMy U3MeHeHusMK Beca (unn Gepe-
MEHHOCTbIO), U €C/IM OHU UMEIOT HEOOLIYHOE MECTOMONIOXEHNE: CEPeMHA CMUHBI,
nosiCHNYHas 06acTb, NNevo, NoaMbileyHas obnacts un 6eapo.

Puc 1-13. Muonus

YuuTbiBas, 4T0 6A130PYKOCTL O4EHL PACMNPOCTPaHEHa NPY GOJbHBLIX C CUHAPOMOM
MapdaHa, oHa 06bIYHO OLEHMBAETCS B AUHAMUKE, MEET TEHAEHLMIO K PAHHEMY
Havany, BbIPaXeHHO 1 BbICTpoit Nnporpeccun. Muonus 6onee 3 aAnonTpuit SBns-
eTCsl OfHWM W3 MPU3HAKOB CUCTEMHOM BOBNEYEHHOCTM, HO OLEHMBAETCS N1lb
B 04MH Gann.

Puc. 1-14. Mponanc MuTpanbHOro kianaHa

HeT Hukakux cneuuvanbHbiX kputepues, oTauyaowwx MMK npu cuHapome
Mapdana, oT camocTtosTensHoro nepsuyHoro MNMK. [ing ero AMarHocTyikv MCnosb-
3yl0TCA 06LLENPUHATLIE CTaHAAPTHI (MPOrnb OfHON UK 06enx CTBOPOK MUTPab-
HOro KianaHa 3a ypoBeHb MUTPaibHOrO KofbLia BO BPEMS CUCTONbI Bonee yem
Ha 2 MM B NapacTepHaNbHOr0O MO3NLNN).
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rMOCCAPUWA

1. Akporepusi — (acrogeria; akpo- + Tped. geron cra-
puk; cuH.. [ortpoHa akporepusi, [oTTpoHa CUHApPOM)
HacJIeNCTBeHHAasT 0OJie3Hb, XapaKTepU3YIoIasicss BpO-
KIEHHOU aTpodueil KoXM KOHeyHocTel, Hauboliee
BBIPDAXKEHHOW Ha KUCTSIX W CTOMAaX, B COYETAHUU C UX
TUTIOTIJIa3Uelt; HaclieAyeTcsl MO ayTOCOMHO-PEeIeCCUB-
HOMY THUITY.

2. AnukasibHble OyIBIl — SM(U3eMaTO3HbIE yYaCTKU
JIETKOTO, pacroJjaraloiiiecsi CyorieBpaJbHO B BEPXHUX
JIOJISIX JIETKWX U TIPEBHIIAIONINE B [ruaMeTpe 1 cM.

3. Apaxnopakrwimss — (arachnodactylia; apaxHo- +
rpeu. daktylos nasei) «nay4bu» Majblibl.

4. BapuKoriejie — BApMKO3HOE PacIliMPEeHNe BEH SIMUKa
U CEMEHHOTO KaHaTHKa.

5. Tunepreaopusm — IMPOKO pacCTaBICHHBIE 1J1a3a.

6. lucnaasus — HapyueHue GopMUpoBaHUs (pa3Bu-
TUs) TOU wiu nHOU TKaHu. KoppekTHoe ymorpebieHue
TEPMUHA TUCTLIA3UsI COSAMHUTETLHON TKaHU, TIPEIToa-
raer Hajinuue MopQOJIOTMUECKUX TAHHBIX 00 M3MeHe-
HUSIX €€ CTPYKTYPhI

7.ucnjia3us COeIUHUTE/IbHOI TKAHM — HE BIIOJIHE
KOPPEKTHBIN TEPMUH, MCIIOIb3YIOIINICS KaK CUHOHUM
HACJIE[ICTBEHHOTO HapYyIIEHUST COeMMHUTEbHON TKAaH!

8. Momaxocurma (dolichosigma; tped. dolichos niavH-
HBII + aHaT. [colon] sigmoideum curMoOBUIHAS KUIITKA) —
aHOMaJIvsl pa3BUTUSI CUTMOBUIIHOW KUIIIKU, XapaKTepu-
3ylOmIasics ee YIJTUHEHUEM.

9. lomaxocrenomenus (dolichostenomelia; dolichos
JUTMHHBINM + Tped. sfenos y3kuii + melos dacth Tena,
KOHEYHOCTb) — IUCTIPOTIOPIIMOHATLHO IJTMHHBIE KOHEY-
HOCTU — JMArHOCTUPYETCS TPU U3MEPEHUM JUIMHBI Cer-
MEHTOB TYJIOBUIIIA.

10. Tomuxonedamast (dolichocephalia; dolichos nmviH-
HBIIW + Tpeu. kephale ronoBa; CUH.: JJIMHHOTOJIOBOCTD,
nonuxokedanusi) — yuimHeHHas opMa yepena B mepe-
JTHe3aIHEM HaTlpaBJIeHUN.

11. KpannocuHocTo3 — TpexkneBpeMeHHOE CpacTaHue
1IIBOB Yepera.

12. Muno3 (miosis: Tped. meiosis yMEHbIIIEHNUE,, yObUTb) —
cyXeHue 3pavyka (IuameTp MeHee 2,5 MM).

13. PeTukyasipHoe JuBeA0 — CUHEBATO-(UOJIETOBBIE
MSITHA HA KOXe KOHEYHOCTE! U TyJI0BUIIIA.

14. Perpornatusa — (retrognathia; petpo- + rpeu.
gnathos 4emoCcTh) CABUT BEPXHEN UETIOCTU Ha3al MpU ee
HOPMAaJIbHBIX pa3Mepax.

15. Pyoup atpodhiueckue — riockue, MrKue, Majioro -
BIDKHBIE B pe3ysbraTe aTpouy KIETYATKU TIOA HUMMU.
Koxa py0Oiia nctoHueHa, He BBICTYMAeT Haj 3M0POBOM
KOXeH.

16. CHHAPOM COETMHUTETLHOTKAHHOM JUCIIA3HH  —
HEKOPPEKTHBI TEPMUH, NCTIOB3YIOIIUNACS OTMOOYHO ISt
0003HAUEHUST BBISIBJICHHBIX Y TIAIMEHTA HECKOJbKUX TIPH-
3HAKOB IN3IMOPUOTEHE3a.

17. Cnonmuionmcre3 — cMellleHre TTO3BOHKOB OTHOCH -
TEeJILHO JIPYT JIpyTa.

18. Ctpuu aTpodpuyeckre — pacTsKeHMS KOXKM, BOSHUK-
1IMe B pe3y/ibTaTe UCTOHYEHUS U YTPaThl JTACTUMHOCTU ee
BHYTPEHHUX CJIOEB U Pa3pyIIeHNs KOJJIATeHOBBIX BOJIOKOH.

19. TpabeKyiia HOpMAJIbHAS — MBIIICYHBIN TSTK, TUIOTHO
TIPUMBIKAOIINIA K SHIOKAP/Y XKeTyIouKa.

20. Tpabekyna aHoMaJbHAsS MBIIIEYHBI WK
(bOPO3HO-MBITIIEUHBIN TSK, HETUIOTHO TTPUMBIKAIOIINIA
K 9HJ0KAp/Ty KeJyI0uKa VTN COSAVHSIIONINI CTEHKY XKeTy-
JIOYKA C MEOKEITYTOUKOBOI TTEPEropoIKoi.

21. TpaxeoOpoHxuaibHAsi TVCKUHE3USI — TIOBBIIIIEHHAS
TTOIBMKHOCTh CTEHOK TpaXeu M OPOHXOB: pacHIMpeHue TTpu
BIIOXE U Cy>KeHMe TIPOCBeTa Ha BBIIOXE.

22. TpaxeoOpouxomansimuss — (fracheobronchomalacia)
muddy3HOe WM O4aroBoe pa3MsITueHue XpsIIeil Tpaxew
1 OpOHXOB, CBSI3AHHOE C BPOXICHHBIMU MOpdoornde-
CKUMM JepeKTaMu XPSIIIIEBOTO U COEMMHUTETbHOTKAHHOTO
Kapkaca Tpaxeu 1 OpOHXOB.

23. Tpaxeodpouxomerammsi — (cuHapoM MyHbe — KyHa)
TPENCTaBIISIET COO00M BPOXKICHHOE YPE3MEpHOE pacilivpe-
HUE Tpaxeu 1 KPYITHBIX OPOHXOB.

24. ®eHOTHIT — COBOKYITHOCTH TIPU3HAKOB WHIWBUITY-
yma.

25. AOKKYIbI paIyKKi — HEPaBHOMEPHAS 3ePHUCTOCTD
pay>kHOI1 000JI0YKH TJ1a3a.

26.Xopaa JieBOro KeJaynoyka WCTHHHAS — (bUOPO3HBIiA
TSDK, COSMUHSIIONINI TMAMMUISIPHYIO MBIIIILY CO CTBOPKOIA
KJIaraHa.

27.Xopma JieBOro Kejiynoyka JiokHas — (HUOpPO3HO-
MBILIEYHbIA U (GUOPO3HBIN TSK, COSTUHS IO MAII-
JISIPHBIE MBIIIILIBI MEXTY COOOM UM CO CTEHKOM KeJTyouKa
WIA MEXXKETyIOYKOBOM MEPErOPOIKOM.

28. DmMKaHTyc — TIoTiepevyHasi KOXKHasi CKJIaKa y BHY-
TPEHHETO YIJIa TJIa3a, OOBIYHO JABYCTOPOHHSIS.

29. DHoransm — (0T Tpey. en — B, BHyTpU U ophthalmos —
11a3), IyOOKOe MOJIOXKEHUE T1a3.
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