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BBEJIEHUE
CouunanbHas 3HAYUMOCTh KapAuOJIOTHYECKHUX aCIIEKTOB poOIeMbI
HACJICICTBEHHBIX HAPYIICHUH CTPYKTYpbl W (YHKIHH COEAMHUTEIBHOW TKaHU

ype3BbluyaiiHO BbicOKa. Co3zmanHas B 2006 romy cekuuss BHOK «Jlucrnazum



COCIMHUTEILHON TKaHU cepAla» cymena copMUpOBaTh TPYIIy JKCIEPTOB H
NOATOTOBUTH TepBble Poccuiickue pekomenaanuu no auarnoctuke HHCT, koropeie
ObLTM MPUHATHI Ha PoccuiickoM HalMOHAJIBLHOM KOHIpecce KapauosoroB B 2009
roay. 3a OpoUIEAIIME TPU rofa HAKOIUIEH OIPEAEICHHBINA OMBIT MPAKTUYECKOrO
MIPUMEHEHHS ONMCAHHBIX B PeKOMEHIalMsAX alropuTMOB, BBIIIET B CBET MEPECMOTP
['eHTCKUX KpUTEpPHEB NMATHOCTUKU CUHApoMa MapdaHa u psna poACTBEHHBIX €My
HACJIEyEMbIX CHHAPOMOB, MOSBUJIUCH HOBBIE JTAHHBIE O POJIU MOP(HOTEHETUYECKHX
oenkoB u ux penentopoB B pazsutun HHCT. bbuin HakoruieHbl JaHHBIE O POJU
JUCIUIACTUYECKUX (PEHOTUIIOB B PAa3BUTHUM KapJWaIbHOM MATOJIOTHUH, BO3HHUKIA
HEO0OXOJIUMOCTh YTOYHEHHUSI TEPMUHOB U JIe(PUHUIIMIA.

Bce ckazanHO€ MOCTYXUJI0 OCHOBAHMEM ISl CO3/IaHUS MHULIMATUBHON TPYIIIIbI
M0 IMOJrOTOBKE HOBOM PENAKIMKM HAlMOHAIBHBIX peKOMeHaanuu. [IpoeKT HOBBIX
pekoMmeHaanui OblT pazociiad skcnepram mo BompocaM HHCT. B nmanbreitmem
pabouas rpynmna ¢ y4eToMm 3aMEeUaHUil U MPEeAJIOKEHUM MOJTrOTOBWIA JOKYMEHT ISt
YTBEPKIeHU Ha POCCHIICKOM HAallMOHAJIBLHOM KOHI'PECCE KapAUOI0TOB.

OCHOBHBIMH JIOKYMEHTaMU MPHU MOATOTOBKE PEKOMEH 1AM OCITYKUIU:

bepivHCKass HO30J0TMsl HACIIEACTBEHHBIX HAPYLICHUM COEAWHUTEIBHOM TKAHU
(Beighton P. et al.,1988).

MexayHapoiHble peKOMEHAAINN AUArHOCTUKU cuHapoma Mapdana — ['eHtckue
kputepuu (Ghent criteria, De Paepe A. et al., 1996, Loeys B. et al., 2010)

MexnyHapoJIHble pEKOMEHJANN JUAarHOCTUKU cUHApoMa Jiepca — JlaHmo —
Buinsdpannickue kpurepun (Villefranche criteria, Beighton P. et al., 1998)

MexayHapoJiHble PEKOMEHIAIMU JUArHOCTUKUA CHHAPOMA TUIEPMOOUIBLHOCTH
cycraBoB (CI'MC) — Bbpaiitonckue kpurepuu, 1998 ¢ mocneayrolieil ux peBu3uei
R. Grahame (2000).

PykoBOACTBO TO JI€YEHWIO TAIMEHTOB C KIIAMTAHHBIMU OOJIC3HSIMH CEp/Ia-

(Bonow R.O et al.,2006)



AHamutnueckud  0030p  «/lucruiactudeckue  CMHAPOMBI M (DEHOTHIIHI.

Jucrmumactuueckoe cepame».— 3.B. 3emmosckuii.— CI16.—2007.-80c.

Hacrosdmue pekoMeHnanuy He CTaBAT LEIBIO U3JI0KEHUE BCEX ACIEKTOB OJHOMN
U3 CIOXHEHIINX NpoOJIEeM COBPEMEHHOM MEIMIMHBI, KaKOH SBISETCS MNpodiieMa
HACJIElyEMbIX HapyLICHUA COEAUHUTENIBHOW TKaHW. 371€Ch OTCYTCTBYIOT JAHHBIE O
NECATKAaX  CUHAPOMOB, KOTOPBIMH  3aHUMAIOTCA  Bpadyd  CaMbIX  Pa3HbBIX
CIEUAIBHOCTE — OT OPTOIENOB M XUPYPrOB JIO0 I'E€MAaTOJOrOB M CTOMAaTOJIOIOB.
PeBu3us HalMOHANBbHBIX pPEKOMEHAALMH MpHU3BaHAa NMOMOYb Bpaudy pa3o0parbcs B
npooneme HHCT, yHuumupoBaTs NOAXOABI K JAMAarHOCTUKE HauOosee
pacnpoCTpaHEHHBIX HACIEAYEMbIX CHHIPOMOB M JHMCIUIACTUYECKHX (DEHOTHUIIOB,

CAcIaTb COITOCTABUMBIMHU PE3YJILTATLI, ITIOJTYYaCMbIC PA3JIMYHBIMHA UCCICAOBATCIIAMMU.

1. OITPEAEJEHUE MOHATHMA W TPUYMHBI PA3BUTUA
HACJIEJCTBEHHBIX HAPYIIEHUHN COEJIUMHUTEJBHONW TKAHU

Upe3BplUailHO Ba)XXHBIM ~ YCIOBHUEM Uil TPOBEACHUS KOOPAMHUPOBAHHBIX
uccnenoBanuii mo mpodiaeme HHCT sBisieTcst cornacoBanue MOHATHITHOTO anmapara,
UCIIOJIB3YIOIIETOCSd B IMPOLECCE AUArHOCTHKM maTosioruu. Cleayer HMCIoJib30BaTh
ClelyIolue TEPMUHBI U ACPUHULIUU.

Hacneocmeennvlie HapyuieHus COEOUHUMENbHOU MKAHU - 2emepoceHHas
epynna 3abonesanuil, 00YCIO06IEHHbIX MYMAYUIMU 2€HO8 0elK08 GHEKIeNmOYHO20
Mampukca Ulu 2eHo08 0OenKos, Yuyacmeylwux 6 MopgozeHese COeOUHUMEeNbHOU
MKaHU.

TepMuH «ducnnazus coedounumenvnou mxkanu»(/JCT) MOXeT UCTIOIH30BATHCS
B IIMPOKOM M Y3KOM cMbIciax ciioBa. B mmpokom cmbicine JCT 3To cMHOHHM
HACJICICTBEHHBIX HAPYIICHUSX COEAUHHUTEINBHOW TKaHU. B y3koM cMbICiEe cCioBa

OUCHNIA3UA COCOUHUMETbHOU MKAHU — HAPYUIeHUS COeOUHUMENbHOU MKAHU



NOJIUZEHHO-MYTbMUPAKMOPUATLHOI NPUPOOBL, 00beduHeHHble 8 (heHOmunvl Ha
0CHOBe 0OWHOCIU BHEWHUX U/UNIU BUCYEPATIbHBIX NPUSHAKOS.

Manvie anomanuu pazeumusn (MAP) — wnacnedyemvie unu 8podxcoeHHbie
OMKIIOHEHUST OP2AHO8 OM HOPMATILHO20 AHAMOMUYECKO20 CIPOEHUs He CEA3aHHblE C
AHAMOMO-PU3UOI02UUECKUMU OCOOEHHOCMAMU 0eMCKO20 803pacma, CnocodHble npu
onpeoeeHHbIX YCI08UAX CIMAMb NPUYUHOU HAPYWEHUU (YHKYUU.

IHopox pazeumus — OmKIOHEHUE OpP2aHA OM HOPMAILHO20 AHAMOMUYECKO20

CMmMpoeruUA, npueo@;m;ee K KIUHUYeCKU 3HAYUMbBIM HAPYUEHUAM e2cOo 4)_)/HKI4MM

B ocnose pazsutuss HHCT nexar myTranuu reHOB, OTBETCTBEHHBIX 3a CHUHTE3
WIHM pacraji KOMIOHEHTOB KCTPALEIUTIOJISIPHOIO MAaTPUKCA COEAMHUTEIbHON TKAHH.
Ceronns uzBectHa O6osbas rpynmna MoHorenHbix HHCT, conpsikeHHbIX ¢ MyTauuen
TreHOB O€JKOB BHEKJIETOYHOIO MaTpHUKca (KOJUIareHbl pa3InyHbIX TUIIOB, (GPUOPUILINH,
TEHAaCKWH W MH. JIp.), TEHOB PELENTOPOB POCTOBBIX (PaKTOpOB, B yacTHOCTH |GF-f3
(transforming growth factor-$), u maTpuuanbix Metayutonporendas (MMIT).

Mytanuyn 3TUX TE€HOB MpUBOIAT K pa3ututo MHoxkectBa HHCT, wyucio
KoTOphIX ceromus npesbicwio 250 (Kagypuna T.U., I'opoyrosa B.H., 2009). Peup
uzaer o cunjapomax Mapdana, Dnepca — Jlanno, HecoBepuieHHOM ocTeorenese (HO)
U MH. JIp. B ux ocnoee nexcam uzeecmuvie monozenHvle Oehexkmuvl 0Oenkos
IKCMPAUENTIONAPHO20  MAMPUKCA,  Haclaedyemvle  NPEUMYUW,eCMEEHHO  NO
aymocomuo-0omunanmuomy (A/l) unu aymocommno-peyeccuenomy (AP) munam.

[ToBceMecTHOE MPUCYTCTBUE COEAMHUTENIbHOM TKAaHU [IE€NAaeT IOHSATHBIM
pazHooOpa3ue NpOsBICHUMN, CBI3aHHBIX C €€ Je(heKTaMu, U MOBBIIIEHHbIA HHTEPEC K
ATOM TIpobJIeMe CIICIHAIMCTOB, PA0OTAIONINX B CAMBIX Pa3HBIX 00JACTIX MEIUIIAHEIL.
Muorue HHCT 3aperucrpupoBanbsl B kinaccudukammun OMIM (Online Mendelian
Inheritance in Man) Hamumonaneaoro LlenTpa mo BompocaM OHMOTEXHOJIOTHYECKON

urdopmanuu (Web-ctpanura: http://www.ncbi.nlm.nih.gov/omim).



JluarHocTuka  OOJBIIMHCTBA  HACJIEAYEMBIX CHHIPOMOB  COIPSDKEHA  C
TPYAHOCTSAMH, KOTOPbIE€ BO3ZHUKAIOT M3-3a CXOACTBA UX CUMIOTOMOB M KIMHUYECKHUX
nposiienuit  (overlap connective tissue disorder). K mnpumepy, mnpu3HaKH
TUMIEPMOOMIPHOCTH  CYCTaBOB  SIBIISIIOTCSL  OOIMIMMH  JJIT  TaKUX  Pa3TUYHBIX
KJIacCU(UIMPYEMBIX HACIEAyeMbIX 3a00neBaHUi Kak cHHIpoM MapdaHa, CHHAPOM
Onepca — Jlanno u HecoBepmeHHbIn ocreorenes (Malfait F. et al., 2006). Touno Tak
e, MPOoJaINC MUTPAIBLHOIO KJIalldaHa MOXET BCTPEYAThCS IIPU BCEX NEPEUMCICHHBIX
HACJIelyeMbIX CUHIPOMAX, HO €IIe Yallle SBJISETCS CAaMOCTOSTEIbHBIM 3200 I€BAHUEM.

Hanpotus, upe3Bbruaitno Benuko yuciao HHCT, rpynnupyrommxcs B CXOJIHbIE
[0 BHENIHUM W/WJIM BHCIEpPAJIbHBIM NpHU3HAKaM (EHOTUIBI, HUJIEHTUPHUIIMPOBATH
KOTOpPBIE U3-3a TPYJHOCTEN MPOBEACHUS MOJIEKYJIIPHO-TEHETUUECKUX UCCIIEIOBAHUIM
3a4acTyl0 He mpeacrasisiercss Bo3MOXHbIMU. MMenno takme HHCT pgomyctumo
HAa3bIBATh <(IMCIUIA3USIMHU COCAUHUTEIBLHON TKAHW.

s nuarnoctuku HamOosee u3ydeHHbIXx HHCT ucnons3yroTcst coriacoBaHHbIe
KPUTEPUU, O3HAKOMUTH C KOTOPHIMU IIUPOKHUI KPYT MEAUIIMHCKON OOIIECTBEHHOCTH
Poccum — onHa u3 3amauy HacToAIMX peKkoMeHaauui. [pyroil 3amaden siBiseTCs
CUCTEMaTHU3aIMsl MPU3HAKOB (MApKEPOB), JIKAIINX B OCHOBE JUATHOCTUKH JIFOOBIX
HHCT, u npuBeneHue npuHITHIX B Poccun alropuTMOB AUATHOCTUKU OTJIEJIBHBIX
CUHAPOMOB U (EHOTHUIIOB B COOTBETCTBHE C OOIICTIPUHATHIMA B MHPOBOM
MEIULIMHCKOM MPAKTUKE.

[Tockonbky peranbHoe wu3yueHue Bcex npusHakoB HHCT upes3BbiuaitHo
TPYAOEMKO, a MCIOJb30BAHUE UX MOJHOTO CHUCKA HENPUTOIHO JJISI TPAKTUYECKOTO
NPUMEHEHUS, MNPUOPUTET OTAaH TEM U3 HHUX, KOTOpPbIe HMEIOT HauOOJIBIIYIO
JTUATHOCTUYECKYI0 ~ 3HAYMMOCTh W HUCIHOJB3YIOTCS B OMYOJMKOBAaHHBIX
peKoMeHAausaX no guarnoctuke Hanoonee n3ydyeHuoix HHCT.

2. IPUHIUAIIBI JUATHOCTUKU HHCT

2.1 OBIIME TIPUHIUIIBI JUATHOCTHUKH HACJIEACTBEHHBIX
HAPYIHIEHNN COEJUHUTEJIIBHOU TKAHUA



O6mme moaxoapl k auarHoctuke HHCT nmomkHa OBITH OCHOBaHBI Ha
KOMIIJIEKCHOM aHAJIN3€ PE3YJIbTaTOB KIMHUYECKUX, TEHEATOrHIECKUX, TaOopaTOpHO-
WHCTPYMEHTAJIBHBIX U MOJICKYJIIPHO - TEHETUICCKUX MCCIICIOBAaHUM.

Kiannunuyeckoe o0cjeqoBaHue ODKHO BKIIOYATh B CE0S yTOYHEHHUE KOO
nmarueHTa, cOOp HACIEACTBEHHOTO M CEMEHHOTO aHaMHe3a, (PEHOTHIMYeCKoe W
dbusukanpbHOe oOcnenoBaHue. YUpe3BbYAaWHO BaXKHOW YaCThIO KOMILJIEKCHOTO
oOciieqoBaHMsI  MaIllMEeHTa  SBISETCS  00CJIEgOBaHHME CEMbH, II03BOJISIOIIEE
MOJITBEPIUTH HACJIE/ICTBEHHYIO MPUPO/Y BBISIBJICHHOM MaTOJIOTUH.

Jlabopatopnass amarHoctuka. IlepeueHp m1abopaTOpHBIX TOKa3aTeseH,
U3MEHEeHHE KOTOphIX yaaercst BeisIBUTH npu HHCT, upe3BblyailHO MIMPOK, OJIHAKO
OONBIIMHCTBO M3 HUX HE ABJISETCS CIEeNU(DPUIHBIMU JJIS TOT'O WM WHOTO CHHApPOMA, a
JUIIb XapaKTEPU3YIOT COCTOSHUE OTACIBHBIX BHUIOB COCIUHHUTEIHHOTKAHHBIX
CTPYKTYp (COOCTBEHHO COCIUHHUTEBHOM, XPSAIIEBOW U KOCTHOM TKaHU, a TaKkKe
KPOBH U JIUM(]BI).

Iloka3aTey M COCTOSIHMSI OCHOBHOI'0 BEHIECTBA COCTMHMUTEIbHON TKAHU

I'imukozamuboraukanbl (I'AI) ABISOTCST Ba)XHBIM  KOMIIOHEHTOM OCHOBHOI'O

BEIIECTBA COCAWHUTEIBHOM TKAHH, OHHM OOECIICYHMBAIOT MEXKKJICTOYHBIE U
MEXMOJIEKYJISIPHBIE CBSI3MU, YYaCTBYIOT B (POPMHUPOBAHUU PA3JIMYHBIX AJIEMEHTOB H
CBOMCTB COCAIUHMUTECIBLHON TKAHM.

Onpenenenue obmux ['AI' B KpoBU JaéT JOCTATOYHO TMOJHOE MPEICTABICHUE O
TKaHEBOM MeTaboim3Me 3TuxX coeauHeHui. Ilpm pasznuunbix Bapuantax HHCT
OTMEUEHO ycuiieHue BbiaeneHuss ['Al' ¢ MOYOMl M MOBBIMIEHUE COJEPKAHUSA UX B
KpOBH, TMPEUMYIIECTBEHHO 3a cU€T cyhabdaTupoBaHHbIX. [Ipu 3TOM He cruemyer
3a0b1BaTh, 4TO omnpeaeneHne ['AI' B Moue JOMKHO MNPOU3BOAUTHCA C YYETOM

(YHKITH TTOYEK.

Haubonee undopmaruBabiM MetogoMm ompezneneHus ['AlT sBisiercss TOHKOCIOWHAs
xpoMarorpadusi, TO3BOJIAIONIAS  OMNPEACIUTh  OTJEIbHBIE  KJIAcChl  JIAaHHBIX

COEeIMHEHUH.



(I)I/Iﬁl)OHeKTI/IH OTHOCHUTCA K TJIMKOIIPOTCHHAM, OH CYIICCTBYCT B IUIa3MEHHOM M

TKaHEBOU (PpakiusiXx U 0OECIEYMBACT MEKKIETOYHBIE U MEXKMOJICKYIISIPHBIE CBSI3H,
criocoOcTByeT wmurpanuu u nponudepaunn puodpodractoB u I'MK, a Ttakke
YY4aCTBYET B PEryJsillMM CBOOOJHO-paJMKAIbHBIX IMPOLIECCOB M BXOAUT B COCTaB

IEPBUIHOI0 MaTpPUKCaA ITOCJIC ITOBPCKIACHUA.

OTMedeHO CHUXKEeHUE cojiepkaHus (UOPOHEKTHHA B KPOBHU IIPU CHHJIpOMeE DJepca-

Jlanno.
Merton uccnenoBaHus: UMMYHO(PEPMEHTHBINA aHATHU3.

(I)I/Iﬁl)I/I.JI.]'II/IH OTHOCHUTCA K TJIHUKOIIPOTECHMHAM, BXOJHUT B COCTaB MI/IKpO(l)H6pI/IJIJI,

(OopMUPYIOLUIUX OCHOBY 2JIaCTMHA; HAXOAUTCS B XPYCTAJIHUKE, MEPUOCTE, CBS3aH C
AJAaCTUHOBBIMU BOJIOKHaMH B aopre. Myrtamusi rena FBN1 npm cunapome

MapdaHna conpoBoxaaeTcs:

3aMEeHOU B MOJIeKyJie (puOpHUIMHA MPOJIMHA HA apTHHIH;

MOBBIIIEHHEM cHHTe3a KoitareHa |1l Thma u yMeHbIIeHHeM MPOAYKIMK KorareHa I
tuna (B HopMe cootHomenue [ Tur/IIl Tum = 6/4, a mpu CM  3/7).

MGTOI[ HCCIICAOBAHMA: UMMYHOTHCTOXUMMUA.

Iloka3aTe/iM COCTOSTHUSA KOJLJIATeHA
Hapymenue oOpa3oBanus M cOOpPKH KOJUIaréHa HUMEET MECTO IIPH MHOTHX

cuHapomax, otHocsmuxcs k rpynne HHCT. Tak, yMeHblI€HHE KOJIMYECTBA
KOJUIareHa | Thma BBISBJISIETCS IPU HECOBEPIIEHHOM octeorenese. [Ipu  cunmpome
Mapdana u Dnepca-Jlanio V Tuma yMeHbIIAETCS YUCIO MOMNEPEYHBIX CIIUBOK
KOJUIAr€Ha, a HAPYUIEHHWE CTPYKTYpbl KOHUEBBIX YYaCTKOB KOJUJIAr€Ha BBISBISETCA
npu cuHapome Inepca-anno IV tuna. [Ipy HEKOTOPBIX TUIAX CUHIApOMa DJepca-
Janno YMEHBIIAETCS KOJINYECTBO TUAPOKCUIN3HHA, HEJIOCTATOYHOCTh
JVBUWITUAPOKCUIIA3BI, a TaKkKe CHIJKCHUE AKTHMBHOCTH aMHHONPOKOJUIArEH-
nponentuaasbl. s OLEHKH COCTOSHMS KOJUIar€éHa B KIWHUYECKOW IPAKTHUKE
WCIIOJIb3YETC HMMMYHOTMCTOXMUMUYECKMA METOJ OCHOBAaHHBIM HAa TUIIMPOBAHUU
KoJUlareHa ¢ TIOMOIIbI0 WMMYHO(IIOOPECIIEHTHBIX aHTUTEN K KOJUIareHam

Pa3JINYHbIX THIIOB. KpOMe TOro, AJis1 OUCHKH MeTaboau3Ma KoJjareHa HCIIOJIB3YIOTCA



OMOXHMHYECKHE MCTO/JIbI, BKIIIOYAarOmue OIpCACIICHUC OCJIKOBOCBSI3aHHOTO U
CBO6OI[HOFO THAPOKCUIIPOJIMHA B KPOBH U MOYC, KOHIECBLIX IIPO- W TCIONCIITHIOB,
TaJIaKTO3UJIOKCUIIN3WHA, IMIMPUINHOINHA U JIC3OKCUITUPUINHOJINHA.

I'mapoxcunponn (I'OII). OnpeneneHre B KPOBU M MOYE THAPOKCHUIIPOIMHA —

OCHOBHOTO Mapkepa koyiareHa no merony J. Bergman u R. Loxley (1969) B
monudukanusx E.W. Jlaiixuna ¢ coaBt. (1983) m IllapaeBa II.H. (1990) nmaér
npencraBieHne 00 WHTEHCMBHOCTHM OOMEHa KOJUlareHa B II€JIOM M OTPAaHUYEHO B
UCIIOJIb30BaHUM, T.K. JAHHBIM TMOKa3aTeab HE HMMEET THUIIOBOM CHEHU(PUYHOCTU U
3aBUCUT OT KOJUIareHa, COJIepallerocss B MHINE, a Takke OT (PYHKIMOHAIHLHOIO
COCTOSIHUS TOYEK.

Mapxkepbl 0MOCHHTE3a KoJ1areHa | Tuma - kKapOOKCH- 1 AMHHOTEPMHUHAJIbHbIE

OpPoNCIITUABI IPOKOJLIAICHA 1 THUIIA, HUCIIOJIB3YIOTCA B Ka4YCCTBC IIOKA3aTCIIA

ocTeoreHnesa npu cunapome Mapdana, cuaapome Dnepca-Jlanino U HECOBEPIIEHHOM
OCTEOreHe3e:

UX KOJUYECTBO MPSIMO MPOMOPLHMOHAIBHO KOJMYECTBY OTKJIAABIBAEMOI0 B KOCTH
KoJIJ1areHa;

CoJIep)KaHWEe B KPOBH HE 3aBUCHUT OT COCTOSHHS KIyOOUKOBOW (UIbTpAllUH, T.K.
MOJIEKYJIIpHasi Macca JaHHbIX coeauHeHui coctaBisier 100 KD u oHu He
GUIBTPYIOTCS TOYKAMU;

o0a mpornenTuia MeTaboIM3UPYIOTCS B IEUCHU;

METO/IbI OTIPEIEICHUSI B KPOBU: PAAUOMMMYHHBIH 1 UMMYHO(DEpMEHTHBIN aHATU3;
BO3MO’KHA TAKKE OLIEHKAa aKTUBHOCTHU N-TEpMUHAIBHOW MENTUIA3bI ITPOKoJuIareHa |
THIIA.

Mapkeps! aerpagauuu ko/uiarena | tuna:

Tenonentuael koyarena [ Tuna: C-temonentuasl  (KapOOKCHUTEPMUHAIbHBIE
Tenonentuapl kojutareHa I Tuna) u  N-temonenTuasl (aMUHOTEPMHHAJIBHBIE
TEJOIENTH/IbI KojulareHa | Tuna) — mokasaresu pe3opOouuM KOCTH PH CHHApPOMeE

Mapdgana, cunapome Jiiepca-/[aHiio 1 HeCOBEpPILIEHHOM OCTeOreHese:



YpoBeHb C-TEIONENTHIOB TOBBIMIACTCS MPU OCTEOMOPO3e; IS ONMpPEICICHUS B
KPOBH  TIPUMCHSIIOT  PaJIAOMMMYHOJIOTHUECKHH METOJ] C  HCIIOJIb30BaHHUEM
NOJUKIOHAIBHBIX aHTHTeN B Serum CrossLaps Tect (M®DA), a B moue - Urine Beta

CrossLaps Tect (UDA);

N-Tenonentuapl BIASIOTCS NPEIUKTOPOM MEPETOMOB KOCTEH MPU Psiie HACIEYEMBIX

CHUHJIPOMOB; B CBIBOPOTKE KPOBH WJIM MOY€ ONPEALISIOT ¢ moMousio NDA.

I'anakTO3WIOKCWIN3HNH - TIOKa3aTeNlb pe30pOIrKy KOCTH MpU cuHApoMe MapdaHna,
cunapome Dinepca-J{anino u HecoBepiieHHOM ocTteoreHeze. OH BecbMa crenugpuyeH
JUIsl KoJutareHa | Tuma, sBisercs 0ojiee YyBCTBUTEIBHBIM MapKEepOM pa3pyIlICHUS
koctH, yeM ['OIl, He MeTabonu3upyeTcsl B EYEHU U NMPAKTUYECKH B HEU3MEHEHHOM

BHJIE DKCKPETUPYETCSI C  MOYOU;

I[J'HI OIIPCACICHHA TallaKTOSHJIOKCUIIM3NHA HCIIOJB3YCETCA BBICOKOpA3pCHIaAromas

XKUJKOCTHAsI XpoMaTorpadus ¢ nociaeAyromuM  (I0OPECIEHTHBIM aHAIU30M;

nedunuT AKTUBHOCTH JIU3WI-4-TUAPOKCUITA3bl 1, y4aCTBYIOLIEH B
TUAPOKCUIIMPOBAHUM JIM3MHA IIPUBOJUT K PA3BUTHUIO TMIIEPAJIACTO3a Y IMALMEHTOB C

cuHApoMoM Irepca-/lanio.

Ilonepeunbie coeauHeHus («cmmBKMW» - Cross-links) xommarenos LII, III u IX
TunoB: [MAJ] n AIMU]L - mokazarenu pe3opOumm KocTH npu cuHapoMme Mapdana,

cuHpoMe Diepca-JlaHino U HeCOBEPIIEHHOM OCTEOT€HE3e
mupuauHoauH (IT1U]) - B kocTsax u Xpsiax;

Je30KCUITUPUIUHOJINH (mupununke-/1, JITA ) COIEPKUTCA

MPCUMYHIICCTBCHHO B KOCTX, @ TAKIKC B ICHTUHEC, A0PTC U CBA3KaAX.

Cootnomenue TTMJ/AITAM 3aBucut oT Tuma TkaHu (s koctu=3). Oba
(dbparMeHTa BBIICIAIOTCS C MOYOW B HEM3MEHEHHOM BHUJIC M HE 3aBHCAT OT XapaKTepa
yInoTpeOIIeMO THUIKM, HO TMOAYHMHSIOTCSA ITUPKAIHBIM pPUTMaM, IIO3TOMY IS

KOppGKTHOfI OLI€CHKH BCIHWYHUHBI 3TOI0 COOTHOIICHUA HCO6XOI[I/IM €ro mnepepacucT Ha



ypoBeHb KpeaTnHuHa. Metonbl onpenenenus: MDA, meron BeICOKOA(DPEKTUBHOM

KUJKOCTHOU XpomaTorpaduu.

PeryjsitTopbl 00MeHAa KOJLJIareHa:

Marpukchbie Meta/uionporenHassi (MMII) uW TKaHeBble HMHIHOUTOPDI
MATPHMKCHBbIX MeTa/uionporendas (TUMMII):

nucOamaHc MOKET OBITh MCTIOIB30BAH /JISl OLIEHKH PEMOJICIIUPOBAHHUS
COCIMHUTEIbHOTKAHHBIX CTPYKTYP IPU PsIAE HACIENYEMBIX CUHIPOMOB;

onpeaensiercs ¢ noMmouipio MDA,

Tpanchopmupyrwmmii paxkrop pocrta f (TGF-f) cymectByeT B HECKOIBKUX
uzoopmax: TGF-B1, -2, -3 u -4.

Paznuuuii B pynkumronansHoi aktuBHOCTH T GF-B-1 u TGF-B-2 He BbIsBIEHO.

K 4UCJIy OCHOBHBIX 3(1)(i)CKTOB OTHOCHUTCS HaKOILJICHHWE OEJIKOB BHEKJICTOYHOI'O
MaTpHKCa (KOJIJIareHa 141 3HaCTI/IHa), C KOTOPBIM CBA3BIBAIOT aHA0O0JIMYECKOE I[CﬁCTBPI@
JaHHOT'O (‘paKTopa, a TakKXC pCerymanud HMMYHHOIO OTBE€Ta MW CTHUMYJISLHA

AHI'MOI'€HE3Aa.

[Ipu psine cungpomor (IV Tune cunapoma Dnepca-llanno, cunapome Mapdana u
Jlyuca-Jlutia), KOTOpbIE CONMPOBOXKAAIOTCS PA3BUTHUEM aHEBPU3MBI  AOPTHI,
oOHapyxeHo Hanuuyue noiaumopdusMoB reno perentopoB TGFBR1u TGFBR2. B
pesynbTate 3Toro T GF-B, meficTByromuii yepe3 ajdbTEPHATHBHBIC MYyTH, OKa3bIBACT
3¢ (eKThl, MPOTHBOMOJOXKHBIE KIACCUYECKUM, T.e. HUHAyHupyeT amonto3 I'MK,
criocobcTByeT TpaHchopmammu GudpodraacToB B MHOPUOPOOIACTHI, MOBBIIIEHUIO

aktuBHocTH MMII m gerpamanmu BHekierowHoro marpukca [Jeffrey A. J. et al.,
2009].

Omnpenensiercs ¢ MOMOILBIO MIMMYHO(DEPMEHTHOTO aHAIHU3A.

Tenacuun X - oTHOCHUTCA K Tpymne MOPGOreHETUYECKUX OEIKOB U SIBIISIETCS

perymaropom aktuBHocti MMII:

IMPUHHUMACT Y4aCTHUC B CHHTC3C KOJIJIarcHa



ero Ae@UIUT BEAET K Pa3BUTHIO THIIEPMOOUIILHOTO TUIA CUHApoMa Diepca-Jlanio

onpezensercs ¢ noMombo MPA. OnHAKO OTCYTCTBHE OHO3HAYHBIX PE3YyJIbTaTOB

NPEMSITCTBYET BHEAPEHUIO JAHHOI'O NOKA3aTeNs B INMPOKYIO MPAKTHKY.
ACKOpOMHOBas KHCJI0TA

E¢ neduuut mnpuBOAMT K HapyIIEHUIO CO3PEBAaHMUA KOJUIareHa, OHMOCHHTE3a
XOHJIPOUTHUH-CYIb(}aToB. Jlepurur ackopOMHOBON KHCIOTHI BBIABISCTCS IPHU

Pa3INYHbIX HACICAYCMBIX CHHAPOMAX;,

METOA OIpCaACIICHHA, - KHUOAKOCTHAaA XpOMaTOFpa(i)I/IH B COUCTaHHNU C

QJICKTPOXUMHUUYCCKUM JACTCKTUPOBAHHCM.

MukposseMeHThbI: Kajabluii, gocdop, Marumi, xejie30, Melb, cepa, KOOAJIbT,

ceJieH, IIMHK, MapraHell, ¢rop, BaHaauii, KpeMHUii 1 60p:

BIUAIOT HA aKTUBHOCTB q)epMCHTOB 1 MEXaHUYECKHE CBOMCTBA CO€I[HHHTCJIBHOf/'I

TKaHU,

0 3al1acax MHUKPO3JICMCHTOB B OPpraHuU3Me CYIAT I10 UX COACPKAHUIO B

OMOJIOTMYECKHUX KHUIAKOCTAX (KpOBH )41 MO‘-IG) H ACpruBaTax KOXH.

Mapkepbl hopMUPOBAHNUSA KOCTH H CKOPOCTH €€ peMOIeJTUPOBAHNS

OcTeoKaJILINH:

3aBUCHUT OT BO3pacCTa, I[e(l)I/IHI/ITa BuTaMuHOB K 1 D, MCHCTPYJBbHOI'O IHUKJId, BDCMCHU

roaa, y1'[0Tp€6JICHI/I}I AJIKOI'OJIA,

B CBIBOPOTKE KPOBHU OMPEIEISIETCS pAIHOMMMYHHBIM U UMMYHO()EPMEHTHBIM

MCTOAOM.

KocTHas menounas gocdarasa: e€ cuHTe3 BO3pacTaer B Mpoiiecce

nuddepeHman 0cTeo07IaCTOB B YCIOBUAX YCKOPEHHOTO (POPMHUPOBAHUS KOCTH.



Coaep:xanue B KpoBH Kajabuus, pocgopa, a TakKe KaabUHi-peryJaupyommx
TOPMOHOB (IIApPaATroOpMOHA, COMATOTPOIIHOI0 TOPMOHA U NPOJIAKTHHA) U

suTamuna D3 (25-OH-Buramuna D)

HeHTOCI/IIlI/IH H TOMOIMCTEHH B KPOBH M MOYE: oba COCOAMHCHUA  IIO3BOJIAIOT
OOCHUTL PHUCK TIICPCIIOMOB KOCTE€M HE3aBUCHUMO OT MUHCPAJIIBHOT'O obMeHa M

IINIOTHOCTH KOCTH.

IIpr MHOrMX HacIEoyEMBIX CHHAPOMAxX YAA€TCS BBISIBUTh TAKXE HapYyLICHUS
HHEPreTUYecKoro oOMeHa, HapylIeHHs B CHUCTEME I'eéMOCTa3a, OJHAKO OIHCaHueE
7a00paTOPHBIX METOMOB WX JIHATHOCTHKU HE BXOJIMT B 33Ja4d HACTOSLIUX
pekoMmeHaanui. B 3aknroueHue emie pa3  cieayer MNOJYEPKHYThb, UYTO BCE
NepeyrcIeHHble J1ab0paTOpHbIE METOAbl JIMIIb XapaKTEPHU3YIOT OCOOEHHOCTU
MeTaboIu3Ma COEAMHUTENBHOW TKAHM WU HE SIBISIOTCS MaTOTHOMOHMYHBIMU IS
oraenbHbix cuHapomoB HHCT. Pacno3nHaBaHue TOro WM HMHOTO HACJIEAYEMOIO
cuHApoMa  TpeOdyeT  MNPUMEHEHHS  MOJEKYJISIPHO-TEHETUYECKUX  METO/OB
VCCIIEOBAHUSI.

Cpenyn HMHCTPYMEHTAJBHBIX METOI0B WCCIICIOBAaHUS HanOoOJIiee BaKHBIM
spisiercst  axokapauorpadus (OxoKI'), BeITosHEHHE KOTOpOW 00S3aTENhbHO MPHU
nono3peHun Ha HHCT, nockonbKy ceplieuHO-COCYIHMCTBIE OCIOXKHEHHUS SBISIIOTCS
OCHOBHOU NPUYMHOW CMEPTH Takux manueHToB. He MeHee BaxkHbIM siBiisieTcst Y 3U
UCCJIEIOBAHUE OPTraHOB OPIOIIHOM MOJOCTH U MOYEK, MO3BOJISIONIEE BBISIBUTH NTO3BI
BHYTPEHHUX OPraHOB, MAJIbIE AaHOMAJIUMU PA3BUTHSA KETYHOTO IMy3bIPs, CEIE3EHKH U
nouek. JlydyeBble wmeTonbl aAuarHoctTuku (RQg-uccnenoBaHue  Ta300eIpEHHBIX
cycraBoB, KT nnu MPT no3BoHOYHMKA, a Takke aopThl, IPU YIOMHUHAHHM O €€
paCIIMPEHNH) JOJKHBI BXOJWUTHh B 00S3aTEIbHBIM KOMIUIEKC HHCTPYMEHTAIBHOIO
o0cne0BaHMs NAMEHTOB C MOA03PEHUEM Ha cUHIpoM Mapdana.

IToguepkHeM, 4TO COBPEMEHHBIE UMMYHOTHCTOXUMHUYECKHE U MOJIEKYJISIPHO-
FEHETUYECKUE  HCCIENOBAHUs, pPaBHO  Kak ¥ BBICOKOTEXHOJIOTMYHBIE

HHCTPYMCHTAJIBHBIC MCTOABbI, B OOJIBIIMHCTBE CJIy4JacB MaJIOAOCTYITHBI



NpaKkTUUYECKOMY Bpady. B cuiy ckazaHHOro, mepBOCTENEHHYIO POJb MPUOOpETaeT
¢henomunuueckoe oOcrenoOBaHUE MALMEHTA.

OnpenenieHHbIE COYETaHWS BHENIHUX MPU3HAKOB MO3BOJIAIOT C BBICOKOU
BEPOATHOCTBIO MPEANOIOKUTh TOT WIM HWHOW HACIEACTBEHHBIM CUHIPOM WU
dbenotwur. Cnenyer OTMETUTb, 4TO HaVMEHbIIEH JMArHOCTUYECKOMN
YyBCTBUTENBHOCTHIO cpenu BHemHux mnpusHakoB HHCT obnagaror mnpusHaku
TUIEPMOOMIBHOCTH CycTaBoB. [lociaenHue 4acTo BBISBISIOTCS MPU HACIEICTBEHHBIX
CUHAPOMAX M JIUCIIIACTUYECKUX (EeHOTHUMAX.

NmMenHo, wuCXoAss U3 pe3ynbTaToB (PEHOTUIIMYECKOr0, KIMHUYECKOrO0 U
ceMerHHoro o0cne0BaHusl, HEOOXO0IMMO HANPABIATH MAllMEHTa HA KOHCYJIBTAIMIO K
CIICIIMATIMCTAM, BBIIIOJIHATh HWHCTPYMEHTAJIbHBIE HCCIEAOBAHUS, MOJIEKYJISPHO-
TEHETUYECKOE, NMMYHOTMCTOXUMUYECKOE WM WHBIE CHEUUAIbHBIE HCCIIECIOBAHUS,

IMMO3BOJIAIONIMEC YTOYHUTDL JUAIHO3.

22 BHEIIHUE W  BUCHEPAJIBHBIE TIIPUBHAKM HHCT WU
ACCOLIMMPOBAHHBIE C HMMMU HAPYIHIEHUA CTPYKTYPBI U
OYHKINUA PA3JIMYHBIX OPTTAHOB 1 CUCTEM

Bce nmposinenust HHCT cnenyer pa3aensTs Ha Tpyniibl B 3aBUCUMOCTH OT TOTO,
KaKHe OpraHbl U CUCTEMBI OKa3bIBAKOTCS BOBJICUEHHBIMU B MATOJIOTMYECKUAN IIPOLIECC.
Hwxe npuBeneH mnepedyeHb OCHOBHBIX BHEIIHMX M BHCIEPAIBHBIX MPU3HAKOB,
XapaKTEPU3YIOIIUX M3MEHEHUSI CO CTOPOHBI PAa3JIMYHBIX OpPraHOB U CHUCTEM H
ACCOLMUPOBAHHBIX C PA3JIMYHBIMU HACIEACTBEHHBIMU CUHAPOMAMHU.

2.2.1 KocTHbIe

1. KuneBuanas nedopmManus TpyIHOM KIETKH

2. BoponkooOpasHasi gedopMarisi rpyIHOH KISTKH

3. JlonmxocTeHOMEN s TUarHOCTUPYETCsl PU U3MEPEHHUH JUTMHBI CETMEHTOB TYJIOBHIIA
3.1 OTHoOIIEHHE BEPXHETO CErMEHTa TyJIoBHIIA (10 cuMdu3a) Kk HikHeMy< 0,86
3.2 Pa3zmax pyk/poct > 1,05

3.3 OTHomIeHHE ITTMHA CTOMBI: pocT 6oiee 15%

3.4 OTHOWIEHUE TMHA KUCTH: pocT Ooree 11%

4. ApaxHOTaKTUIUSI™

4.1 CumnToM 3amsicThs

4.2.CumIrToM OOJIBIIIOTO ITaIbIa

5. Ckonumotuyeckas aedopMarus TO3BOHOYHUKA WU CTIOHAMIIONIUCTES



6. Kudo3s u kudockonnos

7. OrpanudeHue BbInpsMieHUs JIOKTS 10 170° u meHee
8. IlpoTpy3us BEpTI0KHOM BIIAJMHBI OO0 CTENCHH
9. Bricokoe «apKoBHIHOE» HEOO

10.  Hdedopmanuu uepena (JuieBbie Tu3Mophun)
° nosmxornedanus™
. sHO(TATBEM
o CKOILICHHBIC BHU3 TJIa3HBIC MIEITN
. THIIOTIIA3US CKYJIOBBIX KOCTEH
. perporHatus™
11.  Hapymenue pocta U CKy4€eHHOCTb 3yOOB
12. Ilpsmas cnuna
13. JlomMKoCTB KOCTEM

* 371€Ch M 1ajiee CM. MPUJIOKEHHE 3.

2.2.2 Koxuble

1. IloBbimieHHas (6oee 3 cM) PacTXKUMOCTD KOXKH

2. Atpoudeckne CTpuH (HE BRI3BAaHHBIE OXKHPEHHEM HIIH OEPEMEHHOCTHIO)

3. bapxaTucras Koxa 3a c4eT OOMINS MYIIKOBBIX BOJIOC PAa3HOM JUIMHBI

4. ToHkas, JIETKO paHUMas KOa

5. Hlupoxkue arpopuueckue pyOILbl B BUIE NATMPOCHOM Oymaru

6. Kennonaneie pyotbt

7. MorocKouTHbIE TICEBIOOIYXO0JU U c(heponHbie 00pa3oBaHus B 00JIACTH JOKTEH U KOJIEH

2.2.3 MblnieyHnie

1. MpimeyHasi TMHIOTOHUS W/MITH TUIOTPOQHS
2. I'pbDKU U ITPOJIATICHl OPIaHOB M/WJIM MOCIIEONEPALMOHHBIE TPBIKH

2.2.4 CycraBHbIC

I'unepmoOuIbHOCTH cycTaBoB (1o P. Beighton) (cm. Ta6:1.5)

MeauanbHOe CMEIICHHE METUATBHOM JIOABIKKH

[TrockocTomnue MPOI0ABHOE H/UIH MOTIEPEUHOE

. Cnognnnes

Cnonaunonucres

BrIBHXH, TOIBBIBUXH 00JI€€ YEM B OJJHOM CYCTaBE MJIHM IMOBTOPSIONIUECS, HO B OJJTHOM CYCTaBe

SEGIEE RN

2.2.5 I'nazublie

[lonBBIBUX XpycTanuka

Muonus (3 quonTtpun u 6osee)

["ontyOble ckiepsl

AHOMaIBHO MJI0CKasi poropuua (Mo JaHHBIM KEPATOMETPHUN)
YBenuueHue ATMHHOM OCH Ti1a3Horo s1010ka (1o ganHseM Y3N)

agrwnE



6. l'umormnactiueckass paaykHas OO0OJOYKAa MM THIOIUIACTHYECKAas MepLaTelbHas MBbIIIa,
BBI3BIBAIONIAS] MUO3
7. DnuKaHTyc

2.2.6 CepaeuHo-cocyaucrasi CHCTeMAa

1. Pacmmpenue Bocxosiero oTaena aopTel (CM. npuioxenue 1)
2. [ponanc MUTPaIBLHOTO KiIalaHa
3. Mauible aHOMaJIMU CepJIla: MPOJIATICHl TPUKYCITUAATBHOTO U a0PTAJIbHOTO KIIAIIAHOB, Majas

aHeBpu3Ma MexnpenacepaHoit neperoponku (AMIIII), oTkpsiToe OBaJbHOE OKHO, aCHUMMETpPHS
TpexcTBopyaToro aoptaynbHoro kiamnana (ATAK), nuaronanbHbie, ONEPEYHBIE U MHOKECTBEHHBIC
noxubie Xxopas! (JIXJDK) u MmHOXkecTBeHHBIE aHOMalbHBIE TpaObekyinbl (ATJIK) neBoro xemymouka.
4. Pacmmmpenne cTBOJa  JIETOYHOW — apTepuu NPH  OTCYTCTBHHM  KJIAMAHHOTO WK
nepudepruyecKoro JEroyHOro CTEHO3a WITH JTF000N IpYyroi 04eBHIHON MPUYNHBI, B Bo3pacTte 10 40
JeT

OOBI3BECTBIIEHHE MUTPATIHLHOTO KOJIbIIa B Bo3pacTe 10 40 net

Pacmmpenue n1u60 paccioenre CTeHKH TPYIHOM Wi OPIONTHOM aopThl B Bo3pacTte 110 S0 et
Bapuko3zHas 60ne3Hb BEeH, pa3BUBIIASICS B FOHOIIECKOM BO3pPacTe

Bapuxkouene

Jlerkoe oOpa3zoBaHUe reMaTOM MPHU HE3HAYUTENBHBIX yaapax

©oNo O

2.2.7. BpoHXxo-jilero4yHasi cucrema

1. TpaxeoOpoHxHagbHasA AUCKUHE3Us (SKCITUPATOPHBIN KOJIAIIC TPAXEH U KPYIHBIX OPOHXOB)
2. TpaxeoOpoHXOMaJIALUSA U TPAXeOOPOHXOMET aIIusl

3. AnwuxanbHble OYIUIbI, TOATBEP)KACHHBIE PEHTIC€HOTpaPUUECKU

5. CioHTaHHBIN ITHEBMOTOPAKC

2.2.8 Opranpl OPIOIIHOM MOJOCTH, MAJIOT0 Ta3a U NMOYEK

1. ITT03BI OpraHoOB OPIOIIHOM MOJOCTH U MOYEK

2. lnadpparmanpHas rpphxa

3. HecocTosiTenbHOCTD KapAUH JKETyIKa

4. JIuBepTUKYIIBI MMUIIEBOIA M PA3TMYHBIX OTACIOB KUIIICUHUKA

5 Anomanmuu (QOpMBI U PACIOJIOKEHUS KEIylKa, IBECHAAIATANIEPCTHON KHUIIKH U KEITIHOTO
y3bIpS

6. lomuxocurma

7. HemoctaTouHOCTH OayrHHUEBOM 3aCIIOHKH

8. Ilponarnc reHuTaNNi y JKEHIUH

9. ViBoeHue 4alieYHO-IT0XaHOUYHOM CHUCTEMBI

Baxno IIOHUMAaTb, 4YTO HpAKMUUEeCKU 6cC€ nepeduciieHHble 6Heuinue u
eucuepajilbHble NPUBHAKU  MOo2ym 6 00HOM cjiiyuae evicmynamaos KakK

CAMOCHOAMENbHBLIL U30AUPOGAHHBLIL OeheKm CcOeOUHUmMENbHOU MKAHU, a 6



Opy2OM,- KaK npoA6NeHUEe CUCMEMHOU HACAeOCMEEeHHOU Namoaocuu u
NeHomponHo2o Oelcmeus MYymMAaAHmMHbIX 2eH06 ((PEHOTUNTMYECKUN KOHTHUHYYM)
(3emmoBckwmii D.B., 2011).

[ToMmumo wW3MEHEHWI CTPYKTYpbl W (YHKIUH, MEPEUUCICHHBIX OPTraHOB W
cucreMm, HHCT wacro conpoBoxaaroTcss HapyIIEHUSIMUA CO CTOPOHBI LIEHTPAIBHOU U
BereratuBHON HepBHOU cucteM (I'opmon U.B. ¢ coast., 1984, Gazit Y et al., 2003),
reMOpparu4eckuMu u TpomOoTHueckumu HapymieHusimu (bapkaran 3.C. 1988),
HapyLICHUSIMA CUCTEMbl MMMYHHOU 3amuThl. ECTh JaHHBIE O BBICOKOW 4YacTOTE
BBISIBJICHUS. CHHJIPOMOB BTOPHUYHOI'O HMMMYHOAE(PUIIMTA ayTOUMMYHHOTO H
ayueprudeckoro cuaapomoB npu HHCT (AxosneB B.M. ¢ coast., 2005, Epemun
M.B. ¢ coasrt.,2008)

2.3 MAJIBIE AHOMAIJIMU PA3BUTUA

Mansie anomanuu pazButusi (MAP) — wu3MeHeHUs CTPOCHHS Pa3IMUYHBIX
OpraHOB U TKaHEW, HE COMPOBOXK/IAIOIINECS KIMHUYECKH 3HAYUMbIMU HAPYIICHUSIMU
ux (yakmmu. MAP, xak u npuznaku HHCT cremyer paspenarh Ha BHEIIHUE U
BHcCIIepalibHbIe. K BHEIHUM OTHOCSATCS aHOMAJIUU Pa3BUTHUSL KOXKM M KOCTEW yepena
KHCTH U CTOMbI (TUIIEPIIUTMEHTALNS U JENUTMEHTALMS KO, OTTONBIPEHHBIE YIIIH,
OTCYTCTBHME MOYKH yxa, Jojuxouedanvs, sHOPTaIbM, CKOIICHHbIE BHU3 IJIa3HbIC
LIEJIM, TUIIOIUIa3Hsl CKYJIOBBIX KOCTEH, pETPOTHATHUS, CUHIAKTWIWSA, CaHIaJCBHUIHASL
menb W ap.). K BuclepanbHbIM ,- U3MEHEHHMS CTPOCHHUS BHYTPEHHUX OpPraHoOB
(yaABOEHHME YallleYHO-JIOXaHOYHOTO amnmapara mouyek, 100aBoYHasi A0JbKa CEJIe3€HKU
u Maneie aHomanuu cepaua (MAC). Cpennee xonmuuectBo MAP y nun ¢ HHCT
JIOCTOBEPHO BBIIlIE, YEM B MOMYJAIMHU, YTO JIMIIb MOJATBEPKIAET CYIICCTBOBAHUE
TecHO# B3anmocBs3u mexny HHCT u Hapymerusimu smOpuorenesa.

MAP wMoryr mnpuoOperatb CaMOCTOATEIbHOE KIMHUYECKOE 3HAYCHUE,
CIOCOOCTBYS Pa3BUTHIO PA3IMYHBIX 3a00JIEBAHUI WM CTAHOBSICH (PAaKTOPOM PHUCKA

KapJuanbHOU natosnoruu (mapagokcanbubie smMoomuu npu OO0, cTeHo3 aopThl MpH



aCUMMETPHHM  TPEXCTBOPYATOrO AOPTAIBHOIO KjamaHa, TpoMOOIMOOIUYECKUe
ocnoxxHenus: npu AMIIIT).

Ha ocHoBe (eHoTHIIMUECKOrO  OOCIEIOBAaHMS, CEMEHHOro aHaMHe3a,
pEe3yNbTAaTOB MHCTPYMEHTAIBHOIO OOCJENOBaHMS Bpay JOJDKEH YMETh 3alOAO03PHUTh
to win nHoe HHCT. Ckazannoe aenaetr HeoOXOAUMBIM 3HAKOMCTBO IIIMPOKOT0 KpyTa
Bpauei C JEHCTBYIOIMMU PEKOMEHIAIUSIMH 10 JUArHOCTUKE Hauboee
pacnpoctpaneHHbIX MOHOreHHbIX HHCT.

3. HHCT, HUMEIOIIUE COI'JTACOBAHHBIE PEKOMEHIAIIUU
JAUATHOCTUKHA

3.1 CHHAPOM MAP®AHA (CM)

Cungpom Mapdpana — ayrocomHo-nomuHantHoe HHCT. [luarHoctuka
cunapoma Mapdana ocHoBaHa Ha ['eHTckux kpurepusix. ['enrckue xputepun 1996
roga (De Paepe A.et al.,1996) ce0s BroiHE onmpaBaaiy W IMOKA3alld, YTO MO3BOJISIOT
nuarHoctTupoBaTth cunapoM Mapdana (CM) mpumepHo B 95% cnydaeB. IT0O O4YeHb
BXXHOE OOCTOATEIHCTBO, KOTOPOE AT OCHOBAHUE B YCIOBUSX MAJION JOCTYITHOCTH
U BBICOKOW CTOMMOCTU MOJIEKYJSIPHO-T€HETUYECKOrO UCCIEAOBAaHUS MyTallui reHa
¢ubpmwmmmaa 1 (FBN1), mHacramBath Ha  HEOOXOJUMOCTH  ITHUPOKOTO
pacnpocTpaHeHus: 3HAHUKW O KIMHUYEeCKWX TmpuzHakax CM u Onu3Kux emy
MOHOT'EHHBIX 3a00JIeBaHUN COETMHUTEIHLHON TKaHU.

ITepecmorp T'enrckux  kputepueB 2010  ornuuaercss  KIMHUYECKOMN
OpPUEHTUPOBAHHOCThIO. BMECTO MHOXEeCTBa MPU3HAKOB, BCTPEYAIOIIMXCS IIPU
cunapome Mapdana, B I'enrckux kputepusix 2010 BwimeneHo 1Ba, 00JaJarolIux
HauOonbIiell cnenu@uuHocThio. Pedub uaeT O pacuiupeHud aopThl M IKTOMUU
(moaBEIBUXE) XpycTannKa. Bce ocTanbHbIe MPU3HAKY OB OIEHEHBI C TOUYKH 3PEHUS
CHenU(pUIHOCTH A JAaHHOro 3aboneBanus. Hambonee crnenuduuHble MPU3HAKH
CBEJICHBI B TaOJHILy, aHAJU3 KOTOPOW TO3BOJIAET OIICHUTh CHCTEMHOE BOBJIEYEHHE

coequHuTebHOI TkaHu (CBCT).



BaxxHo momuepkHyTh, YTO B paMKax PEBU30BAHHBIX KPUTEPUEB TECTUPOBAHUE
FBN1 ne sBasiercss o0s3aTeNbHBIM (UTO CBSI3AHO C €r0 BHICOKOW CTOMMOCTBIO), HO
nproOperaer 0oJbIIMI THarHocTUYecKuil Bec. KpoMe Toro, AnarHocTuka CHHApPOMa
Map@dana 3aBUCUT U OT CEMEMHOro aHaMHe3a.

B orcyrcTBHE cemeilHOro aHamHe3a JIuarHo3 cuHjapoma MapdaHa MOXKET ObITh
YCTAHOBJICH B CIICYIOIIUX CIydasiX:

1. Ilpm HaMMUMM MOATBEPKIECHHOTO PpACIIUPEHUS] KOPHS aopThl M SKTONUU
XpycTajuka, HEB3Mpas Ha Hainuuue wiu orcyrcrBue mnpusHakoB CBCT, 3a
HCKIIFOYEHUEM TE€X, KOTOpBIE XapaKTepHbl Mg CcHUHApoMOB lllnpuHiieHa-
I'onpn6epra, Jlyuca-Jlutia u Dnepca — JlaHIo cOCyAUCTOrO TUIIA.

2. 1lpu Hanmu4UK paclIMpPEeHUs A0PThI U MOATBEPKAEHHON MyTanuu reHa FBN1

3. Ilpn couderanum paclIMPEHHs] AOPThl U IPU3HAKOB CUCHIEMHO20 60671€4eHUs

coeounumenvnou mrkanu (7 u 6onee 6amioB). OnHako, cienyer uckinrouuts CIHIT,

CJIA mmm COJIc, a Takke MPOBECTH HAJJIEKAILEE aJTbTEPHATUBHOE T'C€HETUYECKOE

tectupoBanre (remoB penentopoB 1GFBR1/2, renor komnareHoB COLI1AL,

COL3A2, COL3Al u op.).

4. Tlpm HAIWYUU DKTOMUHU XPYyCTAIMKa, HO B OTCYTCTBHE IUJIATAIlUU/PACCIOCHUS

KOPHSI aopThl, Mpexae 4yeM Oyaer nmoctasieH quaraio3 CM, HeoOX0aMMO BBITIOHUTD

uneHtudukamuo wmyrtanuu B reHe FBNI1, koropas cBszana ¢  HHCT,

COMPOBOXKIAIOIIUMHUCS PACIIUPEHUEM WIIH PACCIOCHUEM A0PTHI.

B cnydae ordromenHoro no cuHiapomy Mapdana cemeHHOro aHamHe3a 3TOT
JIMarHO3 MOXKET OBITh YCTAHOBJICH, €CJIM JOMOJHMUTEIbHO K JaHHBIM aHaMHeE3a
BBISIBJSIETCSL DKTOIMS XpycTalMKa win pacmmpenue aoptel win CBCT Ha 7 wnm
Oonee OasuIoB.

OueHKy pa3MepoB aopThl CIEAYET MPOBOJAUTH MPHU TpaHCTOpakaibHOU IxoKI .
[Ipu sTOM cieayeTr OIEHUBATh pa3Mephl AOPThl HE TOJBKO Ha YpPOBHE CHHYCOB
BanbcanbBbl, HO TakKe ONPEAENSATh Pa3Mephl BOCXOMISIIErO OTHAENa aopThl (UTO

HEeoOXoauMo Il mpoBeneHus auddepeHnuansaoro auarso3a). OcodeHHO BaXKHO



MOUEPKHYTh, YTO HEJb3s I0JIh30BAaThCA AOCONIOTHBIMU 3HAYCHUSIMH JHaMETpa
aopThI, HO CIIETyeT MPOBOJIUTH pacueT Z-KpUTepusi, O3BOJISIONIEIO YYECTh BO3PACT U
pOCTO-BECOBBIE JaHHbIE ManueHTa. Jljisi ero pacuera cienyer ONpeaeiauTh IUIoaab
noBepxHoctu Ttena(IllIT) mo d¢opmyne wim HOmMorpamme JlioOya, ompemenuThb
JOJKHBIN uaMmetp kKopHst aopThl ([IJ1Ka) mo Homorpamme win ¢popmyne Roman M.J.
¢ coapt., (1989)[mpunoxenne 1, puc.1-1], a 3arem ompemenuTh Z- KpPHUTECPUH,
KOTOPBII TIPEICTaBIIAET COOO0M PA3HOCTh MEKY UCTUHHBIM M JIOJKHBIM JIHaMETpaMu
KOpHSl aOpThI, [ICJICHHYIO Ha monpaBouHblii Koddduiment(K), pasauuHblii B
3aBUCHUMOCTH OT BO3pacTa MallMeHTA.

1. Ilnomaas moBepxHoctsb Tejia (IIIIT) yenoBeka mo popmy.ie drwodya

(DuBois and DuBois, 1916):

IIT = 0,007184 - (H - 0,725) - (M -0,425), rae IIIIT — miomaab MOBEPXHOCTH
Tena, (MY); H — pocT uenoBeka, (cM);M — macca Tena (Kr).

2. Pacuyer 10/15KkHOT0 1MaMeTpa aopThl IS JaHHOro Bo3pacra (Roman M.J.,
1989): IJIKa (cm) = 1,92 + 0,74 - IIIIT*

3. Pacuer Z xkpurepus:

Z = (AKa — I/1Ka) / k rae K: nast Bo3pacra xo 20 jger- 0,18, ot 20 10 39 Jser- 0,24
ot 40aet - 0,37

(IKa — aquamerp KOpHS aopThl Ha ypoBHE CMHYCOB BanbcanbBbl; J/IKa — momkHbIH
JMaMEeTpP KOPHS aOPThHI).

OnHako Henb3s TOBOPUTH 00 YHHMBEPCATBHOCTH JAHHOTO IOKa3aTels.
Hamnpumep, naneHThl MOJIOI0T0 BO3pacTa ¢ HU3KOM Maccoi Tejla U B HOPME MOTYT
UMeTh 0oJiee BbICOKUE MoKazaTenu Z Kkputepus. B To e BpeMs MaiueHThl CTapIiiux
BO3PACTHBIX TPYII, KOTOpPhIE C BO3PAacTOM HaOWpalOT BEC, MOTYT HWMETh
UCKYCCTBEHHO 3aHUKEHHBIN Z KPUTEPU.
3a yBeNnMUYEHUE pa3Mepa aopThl MPUHATO 3HaUeHUE Z KpUTepus >2 1Jid NMalUeHTOB B
Bo3pacre crapiie 20 siet u Z >3 115 nauueHToB Mmodoxe 20 Jer.

BaxusiM komnodaenToM nuarHoctuku CM aBistercda onenka CBCT.



CBCT onenuBarT B 6amiax, KOTOpbIE UMEIOT OT/CIIbHBIC BHEIITHUE W BUCIIEPAJIbHBIC
MPU3HAKU COTJIacHO Tabmure 1.

Kak BugHO M3 TAOMUIBI, B IMOHSITHE CHUCTEMHOI BOBJICUEHHOCTH BKIIOUYEHBI
NPU3HAKY, XapaKTepu3yromue nePeKThl B pa3HBIX OpraHaX M CHUCTEMax, OJHAKO
HamOoJiee MIMPOKO B CIHUCKE MPHU3HAKOB I OATIbHON OIEHKH MPEICTABIICHA
KOCTHAas CUCTEMA.

Tab6auma 1

bannpHas olieHKa CHCTEMHOIO BOBJICUCHUS COGI[I/IHI/ITCJ'IBHOﬁ TKaHU IIpU CHHAPOMC

Mapdana
I[Ipu3Haku bansl
[Ipu3HaK 3anmsacTbsi ¥ OOJBIIOTO Malblia 3
[ [pu3HaK 3asaCThsl WM OOJBIIOTO MaJbIla 1
BoponkooOpa3Has niu acuMmmeTpudHast nedopmarus rpyaHoit kietku (1
KuneBuanas negopmaiiust rpyJIHON KJIETKU 2
BasibrycHast nedopmariis CTOIbI 2
[Imockocronue 1
CHOHTaHHBIN MTHEBMOTOPAKC 2
JlypanbHas 3KTazHsl 2
[IpoTpy3ust Ta300€APEHHOrO CycTaBa 2
OTtnomenne Bepx/Hu3 <0.86 u pazmax pyk/poct >1.05 6e3 1
BBIPAKEHHOT'O CKOJIN03a
CKonro3 win Kudo3 1
Henopasrubanue J0KTs 1
JIuneBbie mpu3HaKy (0T TpeX U3 MATH) (Toauxoredans, SHO(TaIbM, 1
CKOIIICHHBIC BHU3 TJIa3HBIC IICIIH, TUIIOIIA3HS CKYJIOBBIX KOCTEH,
pPETPOrHATHS)
Muonust 1
Crpun Ha KOXe 1
[[ponaric MUTpaIbHOIrO KJIanaHa 1




Kaxk BuHO W3 mpecTaBlIeHHON TaOJIMIIBI, B OIEHKY CUCTEMHOM BOBJICUEHHOCTU
BKJTFOUEHBI TAJIEKO HE BCE MPU3HAKHU, conyTcTByromue CM, HO 0OTOOpaHbl UMEHHO T€,
KOTOpbIe 00J1a1al0T HAOObIIEH crieupuIHOCTRIO[prnoxenue 1, puc.1-2 — 1-14].

HawnGomnpmiee komudecTBO OawioB (TpH) TMONYYHJIO COYETaHWE MPU3HAKOB
apaxXHOMAKTWIMHA, K KOTOPHIM OTHOCSTCSI CHMITOMBI <(BaIsICThI» € «OOIBIIOTO
najabla.

Kunesuonasa oegpopmayusn zpyonoiut knemku (KJAI'K) 6onee cnenududra as
cugapomMa Mapdana, Hexelu BOPOHKOOOpasHas aedopManusi TPYyAHOH KIETKU
(BAI'K). B noBbix I'entckux kputepusx KII'K omenuBaercs B npa Oamna, B TO
Bpems kak BJI['K onenuBaercs B 1 Gan.

I[lo pnBa Oamna wuMerT BajbrycHas JedopMaiivsi CTOMNbI, CHOHTaHHBIN
MTHEBMOTOPAKC, JKTa3UM TBEPAOM MO3TOBOM OOOJIOUKH U MPOTPY3UU BEPTIY>KHOU
BITa/INHBI.

CoueraHue yMEHBILIEHUS BEIUYMHBI COOTHOIIEHHS BEPXHETO CErMEeHTa
tynoBuma Kk HwkHemy (B:H) (mmst Genbix B3pocnsix menee 0,85; muist 4epHOKOKUX
B3pocibix MeHee 0,78) B coueTaHuM ¢ YBEIMYCHHBIM COOTHOIIICHHEM pa3Maxa pyK K
pocty(PP:P) (s B3pocneix Gomee 1,05) nmpu Haaudumu HEBBIPAXKECHHOTO CKOJIHMO03a
BHOCUT oauH Oamn B oneHky CBCT. B peBH30BaHHBIX KPUTEPHSIX YTOYHEHBI
NPU3HAKK JTOJIMXOCTEHOMENUU (yIJIMHEHUEe KOocTed ckenera) s aeren. s
cootHouienuss B:H y nereit B Bo3pacte 0-5JieT aHOMajdbHBIMH IOKa3aTeNIIMHU
spisitorest 3HadeHus MeHee 1,0, B:H menee 0,95 (B Bo3pactHoOl rpymme 6—7 jer),
B:H menee 0,9 (B Bozpacte 8-9 ner) u menee 0, 85 (crapie 10 ner).

Cnenyer oOpamiaTh BHUMAaHHE Ha KOPPEKTHOCTh BBIMOJHEHHUS METOJIUKHU
pacuera KO3(h(ULIHUEHTOB AOJMXOCTCHOMEIHU. 3d HUNCHIOW YdCmb MYL08ULd
credyem NPUHUMAMb PACCMOAHUE OM 8EePUIUHbI TOHHO20 COYNIeHeHUs 00 Noad 8
NOJOJHCEHUU «CMOSLY, A BEPXHUL Ce2MeHm MYNI08UWA ONPeOeislemcs KaK pocm MUHYC
HUMCHUU ceemenm. BaXHO OTMETUTh, YTO HU OJIHO W3 3ITUX COOTHOUIEHUW HE

o0OecrieynBaeT TOYHOIO HM3MEpPEHUsS H30BITOYHOIO pOCTa KOCTEH MpH HAIHYUU



TspKenod (opmbl ckonmo3a win Kugoza. Ckoino3 MOXKET ObITh JAHMArHOCTHUPOBAH
KJIIMHUYECKU, €CJIM NPHU HAKJIOHE BIEpEN HAOMIOAAETCs pas3jinyue MO BEPTUKAIU HE
MeHee 1.5 cM Mexay MeXpeOepHbIMU NPOMEXKYTKaMU JIEBOM U MPABOW IMOJIOBUHBI
IPYAHOU KJIETKHM WIH, €CJIU YIoJl CKOJIMO3a COCTaBIISAET, [0 MEHbIIEN Mepe, 20°.

Hannmuum ckonmoza Wi TOPaKoIOMOaTbHOTO KH(O3a OIEHUBACTCS OJHUM
Oamiom. PasruGanHue JIOKTEBOTO CycTaBa CUMTAETCS HEMOJHBIM, €CJIH YTOJ MEXAY
wiedoM W mpeamiedbeM coctaBiaser 170° wnm menee. OguH O6amn MOXKET OBITh
IIPUCBOCH HAa OCHOBE BBISBIICHUS JIMLEBBIX XapaKTEpPUCTHK, €CIU Yy MalUeHTa
BBISIBIISIETCS, 110 MEHBIIEH Mepe, TpU M3 MATH THUIUYHBIX JIMUEBBIX IMPU3HAKOB
(monuxonedanusi, ONyIIEHHE YTOJIKOB TJa3, SHO(PTAIbM, PETPOrHATHS, CKYJIOBas
TUTIOTUIA3MSA ).

Kak u panbine, a1000M, CIIOHTAHHO BO3HUKAIONIUN MHEBMOTOPAKC, OCTAETCS
NUAarHOCTUYECKMM mpu3HakoM. B mnepeuenp npusHakoB CBCT BxiroueHa wu
NOSICHUYHO-KPECTLOBAs SKTAa3Usl TBEPAOM MO3TOBOM 000JI0UKH, KOTOPAask MOXKET ObITh
JTUATHOCTUPOBAHA TP TPOBEICHUU KOMITBIOTEPHOW TOMOTpaduyu WM MarHUTHO-
pe3oHaHCHON Tomorpaduu. BaxkHO MOAYEpPKHYTH, YTO IKTa3Hsl TBEPAOW MO3TOBOM
000JIOUKH SABIIIETCS UYBCTBUTEIBHBIM, HO HEIOCTATOYHO CHEHU(PUUHBIM MPU3HAKOM
CM, nocKOJIBKY MOKET BCTpeuaTbcsi W npu cuHapome Jlyuca-JluTua u cocyiucTom
Tune cuHapoma OInepca-Jlanno. Takum o0pa3om, 3KTa3usi TBEPAOM MO3rOBOM
000JIOYKH HE MOXET CUUTAThCS PaBHOM MO JUArHOCTMYECKOW 3HAYMMOCTU SKTOIUU
XpYCTaJIMKa WIN PACIIMPEHUIO0 KOPHS aOpThl, KaK 3TO ObUIO B ['€HTCKUX KpUTEpUIX
1996 rona.

JInsi  OUarHocTHKWA  MPOTPY3UHM  BEPTIYXKHOM  BOAJAWHBI MOTYT  OBITh
UCITOJIB30BaHbI: KIACCUYECKOE PEHTTEHOJIOTHYECKOE MCCIIEN0BAHUE, KOMIIBIOTEPHAS
ToMorpausi WIM MarHUTHO-PE30HAHCHas Tomorpadus. BblsBiieHHE MeauaIbHOM
OpPOTPY3UM BEPTIYKHOM BIAJWHBI IO MEHbIIEH Mepe Ha 3 MM 3a Mpeesibl

HO,HBSHOHIHO-CGH&HHHIHOﬁ JUHHUMU Ha PCHTTCHOBCKOM CHHMKC B nepenHe-BaHHeﬁ



YIJI0BOM MPOEKLMU Ta3a MOXKET paccMaTpuUBaThCs B KAaueCTBE IUArHOCTHYECKOIO
pU3HaKa.

[To onnomy Oamny CBCT uMeroT mpojanc MUTPalIbHOrO KjanaHa M MHUOIHS
>3 nquonTpuil. OTU NMpU3HAKHU, paBHO Kak U uHble npu3zHaku CBCT, ne otHOCAmKecs
K KocTHOM cucteMe moryT Habmomatees mpu apyrux HHCT wnu BeicTymats B
KayecTBE CAMOCTOSITEJIbHBIX CHHAPOMOB. ATpodUUYecKHne MOJOCHl KOXH (CTPHUH)
paccMaTpUBAIOTCS B KAYE€CTBE 3HAYMMOr0 JUATHOCTUYECKOTO ITPU3HAKA, €CJIM OHU HE
CBSI3aHBl C BBIPAKEHHBIMU HM3MEHEHUSIMH Beca (UiIu OEpEeMEHHOCThIO) U HMMEIOT
HETUIIUYHOE PACIIOIOKEHUE, TaKOe KaK CepellMHa CIUHBI, TMOSCHUYHAs 00JacTh,
IUIeY0, MOJAMBIIIeYHast 00JacCTh WU Oepo.

N3 T'enrckux kputepueB 2010 wuckimroyeHbl TUNEPMOOMIBHOCTH CYCTABOB,
apKOBUJIHOE HEDOO W PEUUJMBHUPYIOLIME WIH IOCIEONEPAMOHHbIE TPBDKH, Kak
oOJiajarolre HEeIO0CTaTOYHOM crnenuUYHOCThIO. BakHO MOAYEPKHYTh, UYTO CTOJb
crporui noaxox K oueHke CBCT oprneHTMpOBaH MCKIIOYHUTENBHO HA JTUATHOCTHKY
CM u HEe MOXKET OBITh PACIIPOCTPAHEH HA BCE HACTEAYEMbIE CUHAPOMBI U (PEHOTHUIIBL.

OcobOoe BHHMMaHHME cienyeT oOpam@ate Ha nuarHoctuky CM y neredt u
BBIHECEHUIO aJIbTEPHATUBHBIX JUArHO30B Y B3POCIIbIX.

Jast aun maaame 20 JieT TuarHoCTUKa JOJIKHA CTPOUTHCS C YUETOM OalljioB
cucteMHoro BoBjeueHuss U Z xpurepus. [Ipu Hemocrarounom yposHe CBCT (<7)
W/WIW TIOTPAaHUYHBIX 3HAYEHUSX IOKa3aTeieid KOopHs aopThl (Z<3) (6e3 myramnuu
FBN1) cnenyer monb30BaThbCs TEPMUHOM «Hecheuuguueckoe HapyuieHue
coeOuHumenbHou mkanuy. Takue naluyveHThbl JOJKHBI Ha0t01aThCsl TOCTOSHHO, a B
cillydyae BBISBIEHUS JuiaTalM KOpHS aopThl (Z >3) MOXeT ObITh YCTaHOBJIEH
nuarao3 CM.

B Tex cmywasx, KOrja ycTaHOBJI€HA CHOpajuyecKkas WIA CeMeHHas MyTalus
FBN1, onnako, Z xputepuid He aocTturaer BenuuuHsl 3,0 cieAyeT MOIb30BAThCS
TEPMHUHOM «BEpPOATHBIN cuHApoM Mapdana». Ilpu nocraHoBke auarHosa

«BeposiTHblii cunapom Mapdana» Heobxoaumo perynspHoe IxoKI™ HabmoneHus



3a TMalMeHTOM, a JHUarHo3 «CcuHaApoM MapdaHa)» MOXKeT OBITh MOCTAHOBICH TpPH
MPEBBIIIICHUH TOPOTOBOTO 3HAUCHUS pa3Mepa aopThlI.

Y aun B Bo3pacte >20 Jier ciexyeT MOCTOSHHO IOMHHUTB O BO3MOYKHOCTH
MIOCTAHOBKM TPEX OCHOBHBIX QJIbTEPHATUBHBIX JHATHO30B: CHUHAPOM OKTOIUU
xpyctamuka (C3X), MASS - denotun (Muonwus, mpojanc MUTPATBHOTO KilalaHa,
norpanndHoe (Z<2) yBelWYCHHE KOPHS aOpThI, KOXKHBIC M KOCTHBIC MPOSIBIICHUS ), U
cuapoMm mpornarnca mutpanbHoro kiamana (CIIMK). B Ttabnumne 2 mnpuBeneH
NepeueHb COCTOSHMM, KOTOpbIE CIIEyeT JIUarHOCTUPOBATh TMPU OTCYTCTBUHU
KPUTEPHUEB JOCTATOUHBIX JJIsi JUATHOCTUKH cuHIpoMa Mapdana.

Tabmuma 2
AJNTOPUTMBI TMAaTHOCTUKHU COCTOSTHUN ONM3KKUX CHHApoMY MapdaHa, KOTOpbIe

CJICOYCT BBLACIIATL BO n30eKaHue ero TUInepauarHoCTUKN

Cunznpom Oco0ble ycroBHs Anroputm

BeposiTHblil cunapoM 1o 20 ser, cnopaguueckas wim | Z kpurepuit <3.0

Mapdana cemeitnas mytarus FBN1

Hecnenmnduaeckoe 10 20 J1eT B OTCYTCTBHUE CBCT (<7) w/wnu Z kpurepuii
HapyIIeHHe mytarn FBN1 <3.0)

COEIMHUTEILHOU TKAaHH!

MASS denoTun Crapme 20 net CBCT >5 wu/unu nokasateinb

KOpHs aopThl Z meHee 2,0

Cunanpom [IMK* Crapme 20 met Coueranue [IMK ¢ npusznakamu

CBCT (xomu4ecTBo 6amioB <5)

o [lo mnenuio unenos Komumema Sxcnepmoe BHOK ouaenocmuxa cunopoma IIMK ne

00J12CHa OCHOBbI8aMbCsL Ha pacueme koauvecmea bannoe CBCT (cm. nudice)

Kak BugHOo ©3 TpencTaBIeHHONW TaONMIBI TPAHUIBI MEXKIY TaKUMH
coctosiHuAMH Kak MASS- ¢penorun u cunapom [IMK BecbMa yciaoBHBI, Tak Kak 00a
JMarHo3a MpPeIoiaraloT OTCYTCTBHE 3HAYUMOTO PACHIMPEHUS aOpPThI MPU HAJTUYHU

[IMK, a u3bpannas rpanuna s oueHku BbipaxkeHHocTH CBCT B 5 OamnoB He



MOXKET OBITh MpU3HAHA HAJACKHBIM TpPU3HAKOM s auddepeHimaibHon
JIUarHOCTHKH dTUX COCTOSHHM.

Heobxomumo momauts 1 0 HHCT, umeromux cxomabie ¢ CM KIMHUYECKHE
MIPOSIBJICHUS, HO 00JIee CepbE3HBIM MPOTrHO3. Peub, mpexae BCero uaer O CUHIPOME
Jlyuca-Jlutna, cocyaucToM THUME CHUHApoOMa Jiepca-llaHino U CUHAPOME U3BUTOCTHU
aprepuil. Cxomuble ¢ CM KIMHMYECKHE TMPOSBICHUS HMEIOT TaKXe JApyrue
CHHJIPOMBI, TIEPEUCHb KOTOPBIX MpEICTaBICH B Ta0auIle 3.

Tabmuna 3

Kpurepun nuddepenimanbHoi quarioctuk cuaapoma Mapdana u npyrux HHCT

I'en OTnuyuTenbHbIE TPU3HAKU
Cungpomel
Pacmiennenue s3pruka/ pacuieruieHue HEOA,
U3BUTOCTH COCYJIOB, TUTIEPTEIIOPU3M,
nuddy3Hbie aHEBPU3MBI A0PTHI U apTepui,
Cunnpowm Jlyuca-Jlutia TGFBR1/2 KPaHHOCHHOCTO3, KOCOJIAIOCTh,
HECTaOMIILHOCTH IMIEHHOTO OT/IeNa
MMO3BOHOYHHKA, TOHKasl U Oapxarucrasi,
JIeTKasi TpaBMUpyeMas Koxa
Cunnpom Hlnpunniena- KpanunocunocTto3, 3aaepxka yMCTBEHHOTO
FBN1 u npyrue
I'onbnOepra pa3BUTHA
BpoxaeHHast KOHTpakTypHas «MATBIE» YIIIU, KOHTPAKTYPHbIE U3MEHEHUS
FBN2
apaxHOIAKTHIIHS CyCTaBOB
FBNI1 n Mukpo- u chepodaxust, OpaxugaKTHIU,

Cunapom Beiina-Mapuesanu
ADAMTSI10 TYTOMOJABUKHOCTh CYCTAaBOB

OTCYTCTBYIOT IPU3HAKH JUIIATALlUN KOPHS

FBN1
aopTHI
CHHIpPOM 3KTONUU XpyCTaIUKa LTBP2
ADAMTSL4
TpomO03Bl, 3a1€p>KKa yMCTBEHHOTO
['omoumcTuHypus CBS P P o

pPasBUTHUA




I'en OTnuunTenpHbIe IPU3HAKA
CuHIpoMBl
CeMeliHbI CHHAPOM aHEBPU3MBI
TGFBR1/2,
TOpPAKaJIbHOT'O OTJIEJIa A0PThI
ACTA2
(CCATOA)
OtcyTcTBYIOT Map(aHOHUIHBIE KOCTHBIE
CCATOA c 6uxkycnuanbHbIM
NPU3HAKH, QIIOKKYJIBI PaJIyKKH,
a0pTaJIbHBIM KJIAIAHOM
PETHUKYIISIPHOE JINBEI0
CCATOA c OTKpBITBIM
apTepUAIIbHBIM IIPOTOKOM MYH11
['eHepanu3upoBaHHAs U3BUTOCTh aAPTEPHA,
CHHIpPOM U3BUTOCTH apTepUil SLC2A10
CTEHO3BI apTEPUH, TUIEBBIC TU3MOPHUN
AHeBpHU3Ma apTepuid CPeHETO Kamuopa,
Cunnpom Dnepca-/lanmno COL3AL, TSDKETIasi CTENeHb KIIaITaHHOM
(cocymuctoro, aprpoxanasuiinoro, [COL1A2, HEJ0CTaTOYHOCTH, TIPOCBEUHBAIOIIAS
KU()OCKOTHMOTHUECKOTO TUIIOB) PLOD1 KO, ICTOHYEHHBIE PYOIIbl, XapaKTEPHbIE
4epThl JIULa

Cpemn  Bcex  mepeuucnenHeix ~ HHCT,  TpeOyrouux  mpoBeneHus
muddepenumanbHoro aquartoza ¢ CM, oco0oro BHUMaHHMS 3aCIy>KMBA€T CHUHAPOM
Jlyuca-Jlutna. [locnennuit xapakrepuszyercs: 00jiee arpeCCUBHBIM TE€UEHHUEM, HEXEIU
CM. Nleno B ToMm, utro npu CJIJI paccioeHue aopThl 4acTO BO3HHUKAeT B Ooiee
MOJIOJIOM BO3pacTe WU NPU MEHbIIUX pazMmepax aopTel (<40 mm) yem npu CM, a
4acToTa BO3HUKHOBEHHS CBS3aHHBIX C OEPEMEHHOCTBIO OCJIOKHEHUI OCOOEHHO
BBICOKA.

CJII xapaktepusyeTcsi TpHaJON MPU3HAKOB: THUIEPTEIOPU3M, paCIICIUICHHUE
HEOHOrO SI3bIUKA/BONIYBEH MMACThIO W/WIM HM3BUIMCTOCTh apTEPUN C BOCXOASIICH
aHeBpuzMoi/paccioenueM aopthl. B ocnoBe CJIJ] iexkat rerepo3uroTHbIe MyTallud B

reHax KOAMPYIOUIMX peuentopsl 1 unu 2 TumnoB TpaHchopMHpyroLEero Qakropa



pocta-f (TGFBR1 wumu TGFBR2). Bompocsl nuddepennnanbHOi ITUarHOCTUKH
mexy CM u MASS-¢denoTunom 0yayT paccMOTpeHsl Hike (cM. pazaen 4.4.1).

3.2 MASS - dhenorun

Haszpanne «MASS - ¢denorun» (cunonumbsl  MASS  —  cuHIpOM,
MaphaHOTOIOOHBI CHHIPOM) MCTOPUYECKH MPOUCXOIUT OT aKPOHMMA JIATUHCKHUX
TEPMUHOB, o0OO03Hauarommx wmuonuo (Myopia), mposanc MHUTPaJILHOrO KiamaHa
(Mitral valve prolapse), pacmmpenus aopter (Aotic dilatation), u3meHeHusT KoXu
(Skin) u kocTeit ckenera (Skeleton). HakorieHHbIH 3a OCIEAHUE AECATHUICTHS OIBIT
POIEMOHCTPUPOBAJ BEICOKYIO BAPHATHUBHOCTh MPHU3HAKOB, COMyTCTBYOMUX MASS
— (beHoTHITY, KOTOpBIA KpailHE TPYIHO OTIMYUTH OT cuHApoma Mapdana c
HENOJIHBIM HA0OpPOM NpU3HAKOB. MMEHHO MO3TOMY KpUTEpHUH TUArHOCTHKU «MASS
— (¢eHOTHNIA» COTJAaCHO pPEBH30BAaHHBIM [ €HTCKUM KPUTEPUAM CYIIECTBEHHO
ynpomieHsl. CeromHs s TOCTaHOBKM ATOTO0 JWArHo3a HET HEO0OXOJUMOCTHU
BBISIBIISITh BECh HAOOp TMEPEYHCICHHBIX B aKpoHUME Mpu3HAKOB. COIIaCHO 3TUM
pexomengaiusiM MASS - ¢peHoTun MoxxeT TuarHocTUpoBaThes y nuil crapiie 20 ner
IIPY TIOTPAHUYHOM pPACHIUPEHUH KOpHS aopThl (Z okono 2.0,Ho He Oonee!), Hamuanu
XOTS OBl OJHOIO CKEJIETHOro MpU3HAKA ¢ MPU3HAKOB CUCTEMHOTO BOBJICUCHUS
COCIMHUTENHFHOW TKaHU Ha 5 6ayyioB u Ooree.

Camo co6oii pazymeercs MASS - penotun MoxeT BKIHOYATh B ceOsl Kak
ciydgau CM  C HENONHBIMH HAaO0OpPOM MPH3HAKOB, BKJIIOUYECHHBIX B YIOMSHYTHIC
kputepur. OTMETHM, 4YTO TPU OTCYTCTBHHM IIOJTHOTO Habopa KpPHTEpHUEB,
HEOOXOAMMBIX JJI TOCTAaHOBKH Auarno3a CM, Kak mokasaid HelaBHO MPOBECHHBIC
uccienoanus (Faivre L. et al., 2008), npusHaku pacmupeHust aOPThI TOSBIISIOTCS B
Oonee mO3AHEM BO3pacTe, 4YTO, OJHAKO, HE CHHXXACT OMNACHOCTh pPa3BUTHUS
ocnoxxkaeruit. Ilarmentsr ¢ MASS - ¢deHOTHIIOM HYXIAIOTCA B JHHAMHUYECKOM

Ha6J'IIOI[eHI/II/I HJIs1 CBOCBPCMCHHOI'O BBIAABJICHUS aHCBPU3MBI dOPTHI.

3.3 IEPBUYHBII ITPOJIATIC MUTPAJILHOT'O KJTATIAHA



[lepBuuHbIli mOpoJlanicC MUTPAJIBHOIO KJIallaHa SBISETCA HACIEICTBEHHBIM
HapyleHueM coeauauTeabHor Tkanu (Grau JB. et al., 2007). Onucanbl Tpu FeHHBIX
jgokyca Ha 16, 11 u 13 xpoMocoMax, HO reHeThudeckue NePeKThl, JekKalue B UX
OCHOBE, 0 CHX IOp HE M3BECTHBI. THIT HacIeq0BaHUs NMpU HUX — AJl CO CHUKEHHOU
MEHETPAHTHOCThIO M BapuaOelbHOM 3KchpecCuBHOCTHhIO. CBsizanHass ¢ X-
xpoMocoMoii perieccuBHas popma IIMK m3BecTHa moj Ha3zBaHUEM MHUKCOMAaTO3HOM
TucTpodun KiIanaHOB Cep/lla, ¥ HEeJaBHO ObLIN BBISBICHBI MyTalluu I'eHa (hriiaMruHa
A, oTBeTCTBEHHBIX 3a JaHHyr naronoruto (Kyndt F. et al., 2007; Lardeux A. et al.,
2011).

CylecTByeT €IIe€ HECKOJIbKO BEPOSTHBIX NATOM€HETUYECKUMX MEXAHU3MOB,
CITOCOOHBIX OOBSICHUTD BO3HUKHOBEHME IIMK. Hmerorcs JIAHHBIE,
CBUJICTEJILCTBYIOIIME O BO3MOXHOM ponu jgedunura MarHus (U3-3a HU3KOTO
colep>kaHusi MarHusi B Msirkoit Bojie) B passutuu [IMK. U3BectHO, uTO nedurut
MarHus CHIIKAET aAKTUBHOCTb MarHui-3aBUCUMON aJICHIIATIUKIIA3bI,
oOecrieunBaromeit ynanenne nedexrtnoro komwiarena (I'pomosa O.A., 2008) u Bnusier
Ha crocoOHOCTh PubpobracToB npoayiuposath komuiareH (Kiemenos A.B., 2005).
[TomumMo TpsSIMOTO y4acTHsi MOHOB MarHusi B TIPOIleCCax KOJUIareHooOpa3oBaHUS,
HECOMHEHHA POJb MarHusi B (DYHKIIMOHUPOBAHUU BETE€TATUBHOW HEPBHOW CHUCTEMBI,
MOCKOJBKY JeUIIUT HWOHOB MArHHUs  CIIOCOOCTBYET TOBBIIICHUIO  YPOBHS
KaTEXOJIAMUHOB IIJIa3MbI KPOBH, T.€. PA3BUTHIO THIIEPKATEXOJIAMUHIMUN, U3MEHECHUIO
TOHyCa MaNWUIAPHBIX MbII U ¢GopmupoBanuto [IMK. MMeroTcs Takke TaHHBIE,
YKa3bIBAIOIIME HA BO3MOXKHOE YYacTh€ BHUPYCHOM WUWH(EKUMH B pa3BUTHUH U
IPOrPECCUPOBAHUM TpoJianca MUTpajgbHOro kinanaHa (Mutpodanosa JI.b. u coaBr.,
2005).

3.3.1 D XOKAPANOI'PAOUYECKAA TMATHOCTUKA

OCHOBHBIM METOJIOM JUArHOCTUKH TMpojanca MUTPAJIbHOIO KianaHa B
HACTOSIIIEE BpeMs sIBIIsAeTCA AByXMepHas sxokapaunorpadus. [IMK auarnoctupyercs

IIpu MaKCUMAJIbHOM CHCTOJIHYCCKOM CMCHICHHMHU CTBOPOK MHUTPAJIBHOI'O KJIallaHa 3a



JUHUIO KOJblla B TapacTepHAIbHOW MPOAOJBbHOM Mo3uluM Oojiee 4yeM Ha 2 MM.
Hcnonp30oBaHWEe UMEHHO  MMApacTepHAIBLHOIO  MPOJOJBHOTO  CEUCHHS IS
nuarHoctuku [IMK oOycnoBieHo ocoOeHHOCTSIMH (POPMBI KOJbIIa MUTPAIBHOTO
KJIallaHa, B TO BpeMsl KakK, U30JMPOBAHHOE CMEICHUE MepeHENd CTBOPKHU 3a JUHUIO
KOJIbIIa, BUJIMMOE B YETBIPEXKAMEPHOUN BEPXYIICUHON TO3UIUH, SIBISETCS OCHOBHOU
NPUYUHONW €ro TUNEPAMAarHOCTHKUA. B 3XokapaumorpapuyeckoM 3aKIIOYCHHH
HEOOXO/IUMO YyKa3bIBaTh TIIYOMHY MpPOJIaObUpOBaHUS, JUIMHY M TOJIIUHY KaXIOW U3
CTBOPOK, CTEIIEHb MUTPAIILHON PEryprUTaIUU.

HopmanbHble 3HaUeHUS JUTMHBI IEpeIHe cTBOpKU — 21-24 mwm, 3aanHen — 12-14
MM. B 3aBUCHMOCTH OT TOJIIIMHBI CTBOPKH pa3inyaioT Kaaccudeckuid [IMK — npu
TOJIIIIMHE CTBOPOK B JMACTONy Oosiee 5 MM (OTpakaeT HaJIMUYME€ MHUKCOMATO3HOM
JereHepaluu CTBOpoK) 1 Hekyaccudeckuit [IMK — nipu Tonune Mmenee 5 M.

OnpezenieHUe CTEMEHW MUTPAIBHOW pETrypruTaiud B HACTOSIIEE BpeMs
npoBoautcs cornacHo pekomeHnanmsim AHA/ACC (Bonow R.O. et al., 2006). [ns
ATOr0 MCHOJIB3YIOTCS CIEAYIOUIME KAaUeCTBEHHBIE MOKA3aTeNn: JUaMeTp Nepernieika
CTpyH peryprurtanuu (vena contracta), o0beM peryprutaiuyd U mioliajb OTBEPCTHUS
pErypTUTALK, PACCUYUTAHHBIE MO IUIOMAAM MPOKCUMAIBHOW PaBHOCKOPOCTHOM
noBepxHoct  (PISA). Cnemuduunoit mns I[IMK  sBusercs  mutpanbHas
perypruranusi, BO3HMKAlOllas B  KOHIE CHCTOJBI; OHa, KaKk MpPaBUIoO,
BBICOKOCKOPOCTHASI M KCIIEHTPUYHAS.

Ouenka cucronudyeckon ¢pynkuun JDK Taxke BakHast coctasisrorias IXoKI
uccnenaoBanus. OHa SBISETCS BAKHBIM MPOTHOCTUYECKUM (PaKTOPOM Yy MAIIUEHTOB C
I[IMK u tspxenori MH (Suri R.M. et al., 2009). NmeroTcs nanHbie 00 yXYIIICHAN
cucronnueckoil ¢ynkuuu JDK y manmentoB momomoro Bo3pacta ¢ IIMK u 6e3
3HAYUMOW MUTpanbHO perypruranuu (Malev E.G. et al., 2011).

3.3.2 Knaccuukanus 1 TepMHHOJIOTUSA

B Hacrosmee Bpemsi paszinuaroT Heckonbko BapuaHtoB [IMK (3emioBckuit

D.B., 2010):



1) [InerioTponHoOE OPOSIBJICHHE  HEKOTOPBIX  KIACCU(DUIMPYyEMBIX
HACJIEICTBEHHBIX HApYLICHUW COEIUHUTENbHOM TKaHu (cuHApoMbl Mapdana,
Onepca-/anno u ap.). Tak, coueranue [IMK ¢ pacummpenueM aopThl U NpU3HAKAMU
CBCT B 7 u Gonee 6amIoB JaeT OCHOBAaHHME pacCMaTPHUBATh €T0 KaK CBS3aHHBIA C
CM. Ho cnegyer noa4epkHyTh, 4yTo Juiib 1-2% nanuento ¢ [IMK umeroT ogHo U3
monorenabix HHCT (Grau J.B. et al., 2007).

2) CamOCTOSITENbHBIN KIMHUYECKH U MPOTHOCTUYECKU 3HAYUMBIA CHUHIIPOM:
nepeuunbiii cemeiinplii IIMK (familial mitral valve prolapse - MIM 157700),
nepBuuHbIii Mukcomatosubiii IIMK (myxomatous mitral valve prolapse - MIM
607829 unu 610840). ITpu oTcyTcTBUM NpHU3HAKOB oHOTO U3 MoHoreHHbix HHCT, B
clydae BbISIBJIIEHUd Yy Jull Mojogoro Bo3pacra [IMK ¢ remoamHamMuyecku 3HaYMMOM
MUTpPAJIbHOM perypruTauuel u/mim MUKCOMAaTO3HOW JereHepanuei CTBOPOK, MOKHO
C BBICOKOW CTEINEHbIO BEPOSITHOCTU TOBOPUTh O HAIMYHWM KIWMHUYECKA 3HAYMMOIO
nepuyHoro IIMK. Camo coGoit pasymeercsi, 4TO JJii AUArHOCTUKUA T€HETHYECKU
nerepmuaupoBanHoro nepsuyHoro IIMK Henb3st orpanuunthes aumb IxoKID
UCCIIEJIOBAHUEM, a HEOOXOAMMO YUYUTHIBaTh pE3yJbTaThl OOCIIEAOBAHUSA CEMBHU,
dbeHoTUNMYEecKue JaHHBIC U KIIMHUYECKYIO KapTUHY 3a00JICBaHMUS.

Hna ouenku I[IMK Takke MMeeT 3HAYEHHUE €ro COYETAaHHUE C MPU3HAKAMU
CBCT wunm orcyrctBue TakoBbiX. Coueranue [IMK ¢ KIMHUYECKONH CUMOTOMATUKON
no3Bojisier ropoputh o cuHAapome IIMK. [Ins Hero XxapakTepHbl BEreTaTMBHAs
TuchYHKLMS, apTepualbHas TUMOTEH3US W OpPTOCTATHYECKas HEIOCTATOYHOCTD,
HapyILIEHHUs CEPAEYHOr0 pUTMa U HapylIeHus penoysipusannu Ha Ha OKI'.

IIMK wMoxer conpoBoxnaarecsi npuzHakamu CBCT, npuuem creneHs
BBIPAKEHHOCTH CHCTEMHOI'O BOBJIEYEHUS MOXXET IMpeBblarth 5 OamioB. B cuny
CKa3aHHOIO IIPU IIOCTaHOBKE auarHo3a «llepBHYHBIM mpoJianic MHUTPAJILHOIO
KJIAIIaHA» CJIEAYET YKa3blBaTh CTEIEHb BBIPAKEHHOCTU CHUCTEMHOI'O BOBJICUCHUS B

Oamax (cm. Tabm.1)



3) Manas aHoMmanmus  cepjlla, YacTO  CONPOBOXAAroUas  Apyrue
KJIacCU(pUIUPYEMbIE U HEKJIACCU(DUIIUPYEMbIE TUCIIIIACTUUECKUE CUHIPOMBI.

[Ipu uckmouenuu cungpoma IIMK, nponabupoBanue CTBOPOK, 0€3 Hux
YTOJIEHUSI U 3HAYMMOW MUTPAIbHON PErypruTaluv MOXKET OBbITh PaclieHEHO Kak
onuH u3 BapuaHTOB MAC, 4MCIO KOTOpBIX, KaK HM3BECTHO, TECHO KOPPEIHUPYET C
KOJIMYECTBOM BBISBISIEMBIX BHEIIHHMX MPU3HAKOB au3dMOpuoreHeza (fAroma A.B.,
I'maaxkux H.H.,2007).

3.3.3 Pacnpoctpanennocts [IMK

Pe3ynbTaThl OOJBIIOrO 3MUAEMHUOIOTHYECKOrO HcciaeqoBanus — Framingham
Heart Study — cBumerenbCcTBYIOT O HHM3KOW BCTPEYaEMOCTH IMEPBHYHOTO MpOJIarica
MUTpajbHOrO Kiamana B oOmiedt momymsumu — 2,4% (Freed L.A. et al.,, 2002).
bonbmioe  peTpocnekTHMBHOE ~— HMCCIEJOBaHUE, B XOJA€  KOTOPOro  ObLIO
MpoaHanu3upoBaHo 16.185 »sxokapamorpamm, BBINOJHEHHBIX M0 KIMHUYECKUM
IIOKA3aHUsAM B KOHCYJIbTaTUBHO-IHarHoctuyeckoM IueHtpe PLICKD wum. B.A.
Anmazona ¢ 2008 no 2011 rozasl, noka3ano HU3KYy10 pacrpoctpaneHHOcTh [IMK u B
poccutickoil nonymsauuu — 1,3% (Manes 2.1". u coasrt., 2012).

OnHako HEOOXOAMMO MOHUMATh, YTO JIACTHYHOCTh CTBOPOK MK u3mensiercs
C BO3pacTOM, W JaHHbIE O pacHpPOCTPAHEHHOCTH, IIOJYYEHHbIE HAa B3pPOCIOM
KOHTHHI€HTE, JaJeKo HE€ OTpaxkarT pacnpoctpaHeHHocTh [IMK cpeanm mnun
MOJIOZOrO0 Bo3pacTa. Tak, COrjacHO JaHHBIM IMPOBOJAMMOIO HAaMHU HCCIIEIOBAHMS
PEIIVIMKA (PacnpoctpanEnnocts Ilponanca mutpalleHoro Knamana cpenu iy
mosoaoro BozpactA) IIMK BeisiBisiercs yamie — B 4,3% ciyuaeB (3emuoBckuil J.B.,
Manes O.I'., 2012).

3.3.4 OcoGennocT TeyeHus u crpatupukanusa pucka npu [IMK

B cooTtBercTBHE ¢ OOIIENpU3HAHHBIMU CETOMHS MOIXOJaMU CTpaTU(hUKAITIS
pHUCKa CEpIEYHO-COCYIUCTBIX OcCHoxkHeHM u cmeptu npu I[IMK  momxna
OCHOBBIBATHCSI, MPEXKIE BCErO, Ha OLIEHKE CTENEHU BBIPAKEHHOCTH MUTPAIbHOI

peryprurtanuy M OINPCACICHHN TOJIOUMHBI CTBOPOK MUTPAJIBHOI'O  KJIallaHA.



[Tocnennsisi XxapakTepu3yeT HAIMYKME U CTENEHb BBIPAKEHHOCTH WX MHKCOMATO3HOM
nereHepanuu. Ilpu TomuuHe CTBOPKM 5 MM U 0oJjiee JOCTOBEPHO MOBBIIIACTCS
CyMMapHasi BEpPOATHOCTh BHE3AITHOM CMEPTH, DSHAOKApIUTA U LEepeOpanibHBIX
9MOOJINH, BEPOSTHOCTh PA3BUTHUS MUTPAIBHONW HEIOCTATOYHOCTH, Pa3pbiBa XOPI,
KETYJIOYKOBBIX HApYyIIEHUH pUTMA M TaKHe€ NAlMEHTbl MOTYT ObITb OTHECEHBI K
TPYIIE BEICOKOTO PUCKA.

I''. CropoxakoB u ap. (2001) onpenensitoT CTeneHb pUCKa HA HAJIUYUU U
BBIPDA)KEHHOCTH MHOXECTBa (DaKTOPOB: ayCKYyJbTaTUBHOM KapTHUHE, CTENECHU
IIPOJIAICa, BBIPAKEHHOCTH MHUKCOMATO3HOW JI€T€HEpalud CTBOPOK, MUTPAJIbHOM
peryprutanuu, Bo3pacte, ¢uOpwuanuu npeacepauii, XCH, aprepuanbHoi
TUTIEPTEH3UH U T.J.

bonbsmmnacTBo nanuentoB ¢ [IMK, 6e3 npuznakoB M/ ctBopok u snerkoii MP,
MOT'YT OBITh OTHECEHBI K TPYIIIE HU3KOTO pUCKa ¢ OiaronpusTHeIM iporao3om (Allen
H. et al., 1974; Mills P. et al., 1977). Oxumraemast IpoIOIKUTEILHOCTD JKU3HH Y HUX
COOTBETCTBYET TakoBoi B 00mielt momyssiiuu (Devereux R.B. et al., 1982).

Heb6maronpusitnoe teuenune [IMK 3akmiouaercs B Hapactanuun MP,
npuBogsamier k aunatanuu JDK u JIII, pasBuruio GuOpumisiuu mpeacepan,
cucronmmueckor auchynknuun JDK M XpoHWYECKOW CcepAeYHOM HEIO0CTATOYHOCTH.
Bo3nukHoBeHue u ObicTpoe mporpeccupoBanue MP MoxeT ObITh 00YCIOBIEHO
pa3pbIBOM MHUKCOMAaTO3HO M3MeHeHHBIX Xop (Fontana M.E. et al., 1991).

Hamnune wu3menenHbix crTBOopok mpu [IMK moBbeimaer puck pa3BUTHS
WH(EKIMOHHOTO SHJOKApJNTa, XOTS B IIEJIOM €ro BEPOSTHOCTh B MOMYJISIUU
narreHToB ¢ [IMK sBisercs kpaitne auskoit (Clemens J.D. et al., 1982; Devereux
R.B. et al, 1994). MosroBas 5MO00iusi SBISETCS OCHOBHOW NPUYHHOMN
HEBPOJIOTUYECKON CUMIITOMATUKHU (TPAH3UTOPHBIC UIIIEMUYECKUE aTAKU U UHCYJIBTHI)
y nmanueHToB ¢ [IMK, pruck amOonuu y HUX BbIlIe, yeM B oomei momyssamwu (Wilson
L.A. et al., 1977; Barnett H.J. et al., 1980). Bue3annas cMepTh SBIIIETCS PEIKUM

ocioxHennem nieppuuHoro IIMK (Menee 2% caydaeB Tipu  JJIUTEIBHOM



HAOJIOJICHUH, C €XKEroJAHOM cMepTHOCThI0O MeHee 1%). OCHOBHOM MNpUYMHOM
BHE3anHoOU cepaeuyHor cMmeptd npu [IMK saBisroTcs Kemya0uKoBbIE TAXHUAPUTMUH,

0COOCHHO YacTo BCTpedaromuecs npu ceMmernbix (opmax [IMK (Vohra J. et al.,

1993).

3.4 CHHJIPOM 2JIEPCA —JIAHJIO

JuarHoctuka  cuHApoma  Onepca—/laHio  OocCHOBaHa  CEroJHsS  Ha
Bunsdpanmckux kpurepusix (Beighton et al, 1998). B uux BMecto paHee
NPU3HAHHBIX JICCSATH BBIICICHBI IIECTh THUIIOB: KJIACCHYECKUM, TUIECPMOOMIIBbHBIMH,
COCYIUCTBIH, KH()OCKOIMOTHUECKUH, apTpoxaiiasus, JepMaTocnapakcuc. bombinne u
Malible THArHOCTHYCCKHE KPUTEPHH ONPEACICHBI IS Ka)XI0ro THIA W JOMOJHECHBI
10 Mepe BO3MOKHOCTH JaHHBIMH J1aOOPaTOPHBIX HccaeaoBanuii. Hike mpuBeacHbI

HaunOosee pacnpoctpaHeHHbie THIBI COJ] (Tabmuma 4).

Tabnuna 4
Kaaccndukanus tTunos Jaepca — Jlanio
Bouabmme kpurepuu Mainble KpuTepuu MouiekyasipHbIH
nedexT
Knaccnuecknii Tun, AJ[, OMIM 130000
1.TToBeIIeHHAS PACTKUMOCTD | ['tajkas, GapxaTucTas Koxa. Pro alfa 1(V) wiu
KOJKH. MOJUTIOCKOUTHBIE TICEBIOOTYXOJIH Pro alfa 2(V) xomnaren
2.Iupokue arpopudeckue [ToakosxxHbie cheprudeckre 00pa3oBaHusI. ueneit tuna V
pyOLBI OcoxHeHHs TUIePMOOMIBHOCTH CycTaBoB | HeHopmasbHast
3.I'unepMoOHIBHOCTD (pacTsDKeHHE CycTaBa, BBIBUXU H TO/IBBIBUXU{ CTPYKTYpa BOJIOKOH
CYCTaBOB. IUIOCKOCTOIIHE) KOJUTareHa 110 THITY

MplieyHas TMOOTOHMSL, 3a/Iep>KKa Pa3BUTHS | «IBETHOM KalyCThD»
MOTOPHKH.

Ymum6s! 1 KPOBOMOATEKH MPH
HE3HAYUTEIIBHBIX ylapax.

BripaxkeHHBIE TPOSIBIEHUS PACTKUMOCTU U

c1ab0CTH TKaHeH (ITpphka MUIIEBOIHOTO




OTBEPCTHSI, AHATTLHBIN TIPOJIATIC B JETCKOM
BO3pacTe, IepBUKAIbHAS HEIOCTATOYHOCTH).
Xupyprudeckue OCa0KHEHHUS
(mocneonepamoOHHbIC TPHIKH )

Hanwune ananorndneix 3a00ieBaHuil B

CEMBC

I'mnepmoOuabHbIi THI, AJl, OMIM 130020

1. KoxHble maToJoruueckue
HPOSIBIICHUS
(TATIEpPaCTIKUMOCTD ¥/ W
riajKas, bapxaTucras Koxa).
I'enepanusoBaHHas runep-

MOOUJIILHOCTD CyYCTaBOB

PeunnuBupyroime cMeeHus
(OBBIBHXM) CYCTaBOB.

XpoHndeckue 001 B cycTaBax /
KOHEUYHOCTSIX

Hanmuuue ananorunyHeix 3a001¢BaHMi B

CEMBC

Myrauuu reHoB CUHTE3a
koJiarena Ilal,

TEeHacKHHA X

Cocymuctoiii Tun AJl, OMIM 130050

1.Tonkas, npocBeuynBaroast
KOXa.

2.AprepuanbHas/
MHTECTUHAJIbHAsI/ MaTOYHAS
CJ1a00CTh UM Pa3pPhIBHI.

3. OGmmpHBIE KPOBOTIOATEKH H
MOBBILIEHHAS] PAHUMOCTb.

4. XapakTepHblil BHEIIHUN BU]

Jiia.

Axpoeepusi.

['umepMoOUIBEHOCTE MaJIBIX CYCTaBOB.
Pa3peIB CyXOKHIIMI1 U MBIIIILI.
DKBUHOBapycHas nehopMaiins CTOIbI
(K0COMamnocTh).

Bapurko3Hbie BEHBI B FOHOILIECKOM
BO3pacTe.

ApTepuoBeHO3Hast KApOTUIHO-
KaBepHO3Has (uCTyIa.
[THeBMOTOpaKC/THEBMOTEMOTOPAKC.
HenopasBurtue necHsl.

Hannuue ananmornyHeix 3a001¢BaHUI B
ceMbe, BHE3aIHasi CMEpPTh OJU3KUX

POACTBCHHUKOB.

1) anomabpHas
cTpyktypa koyutaresa 11
BbIpa0aThIBAEMOI0
¢ubpobracTamu

2) MyTalluy TeHa

COL3Al

Kudockoanoruuecknii Tum AP OMIM 225400




1.I'enepanuzoBanHas
TUIEPMOOMIBHOCTh CYCTaBOB.
2. Tspxenast MpllIeuHast

THUIIOTOHUA C POXKIACHUA

PanumocTs K0XxH, aTpodudeckue pyorrsl.
CKJIOHHOCTB K TEMaToMam
Pa3zpeiB aprepuit.

MapdanouHasi BHEIIHOCTb.

30T THIT 00YCIOBJICH
NeUITUTOM KOJUIAreH-
MOAH(DUIMPYIOIIETO

(hepMeHTa TU3HII-

3. BpoxneHHbIN CKOJINO03, YMeHbIIIEHHE pa3MePOB POTOBULIBI TUPOKCUIIA3BI.
IPOrPECCUpPYIOLIEe TEUEHHE. Panuonornyecku 3HaunMoe HapyLIeHUE
4. CniabocThb CKIIEp U Pa3phIB | OCTEOTeHe3a.
IJIa3HOTO A0JI0Ka. CemeiiHblil anaMHe3, Hanpumep, 00JIe3Hb
cHOCOB.
Aptpoxanazus AL OMIM 130060
1. Tsxenas reHepanu3oBanHas | [loBblllIEeHHAs pacTKUMOCTD KOXKH. BrsiBnenne

I I/IHepMOGI/I.HLHOCTb CYCTaBOB C
PEIUIUBUPYIOIIUMU
MOJIBHIBUXAMH.

2. BpoxxieHHOE ABYCTOpPOHHEE
CMEILEHUE Ta300€APEHHOT0

cycTaBa.

PanumMocTh k0XkH, aTpoduueckue pyoIsl.
Jlerko BO3HHUKAIOLIME T€MaTOMBbI
MpiiieyHasi THIOTOHUSL.

Kudockonnos

Jlerkuii ocTeonopo3s (paguosioruieckoe

HCCIICOBaHUE)

31eKTpodope3om 1enei
PN “1a(1) mma pN ~ (1),
BBIJICTICHHBIX U3
KOJUIar€Ha KOXHU WU

U3 KYJIBTYPBI
(hubpo0IaCTOB KOKHU
[TonHbIi WK YaCcTUYHBIN
npomyck sk30Ha 6 B CIHK
kosutarena COL1A1L miu

COL1A2

Jepmarocnapakcuc AP 305200

HG,Z[OCTaTO‘-IHaH AKTUBHOCTD IMPOKOJUIArCH-IICITUAA3bI

1. Tsoxenas opma cimabocTu
KOXKH.
[IpoBucaromias, U3JIHUILIHISA

KOXa.

Msirkas, ppIxiasi TEKCTypa KOXKH.
Jlerko BO3HHKAIOIIME T€MaTOMBI
[pexneBpeMeHHBIN pa3phiB IUIOAHBIX 000JI0Y

Bosbime rppixku (IIyNOBUHHBIE, TAXOBBIE).

Pe3ynbTaTel
anexkTpodopesa
nenodyexk pNal(l) u
pNo2(l) u3 koynarena
tumna |, BEIIEJICHHBIX U3
JIEPMBI B TIPUCYTCTBUU
WHTHOUTOPOB

IpOTCAa3bI.

[Mpoune popmsr Al 130080, 225310, 147900, 130070




Coxkpamienus: AJl- ayTOCOMHO-IOMUHAHTHBIH, AP — ayTOCOMHO-pELECCUBHBIM THIIBI

HACJIENOBAHUS

TpeboBanus kK JUATHOCTHKE CHHAPOMA JJiepca — Jlanmo

J J{nst KIMHUYECKOW AMArHOCTUKKA HEOOXOJUMO HAJIMYKE XOTsI Obl OJTHOTO
oonpiroro kputepusa. I[l0-BOZMOXXHOCTH JIHMAarHO3 JOJKEH OBITh TMOATBEPXKIEH
COBPEMEHHBIMU JTAOOPATOPHBIMU METOJAMH HCCIEAOBAaHUS TYTEM TMPOBEICHUS
TUCTOXMMHUYECKOro aHaiu3a kosuiareHoB |, I, V TunoB u BeIsiBIEHHEM MyTalui B
renax koyuiarenoB (COL1A1, COL1A2, COL3A1, COL5AL, COL5A2), renaciuna-
XB (TNXB), ¢epmMeHTOB, ydaCTBYIOIIMX B CO3PEBAaHMH MOJIEKYJbl KOJIarcHa
(PLOD1, ADAMTS2), ompenencHuss YpOBHS — TeHacluHa-XB, — nmu3wi-4-
ruapokcuiasbl 1, npokonareHoBoN N-MpoTernHasbl B CBIBOPOTKE KPOBH.

J Hanmuuue wManbix KpuUTEpUEB JaeT OCHOBAaHHWE TIoJIaraTh HaJIudyue
coctosinud, mogodnoro CIJI, xapakTep KOTOpOro OyJIEeT BBISICHATHCS MO MEpPE TOro,
KaK CTaHET U3BECTHOM €ro MOJIEKYJISIpHAsi OCHOBA.

[Tomumo  COJI  Beimenepeuncienssle  npusHaku  HHCT — moryr
COOTBETCTBOBATH €IIIE IEJIOMY PSITy HACJIEACTBEHHbBIX 3a00JI€BaHUIA.

1. Cemeiinas runiepMoOmIIEHOCTH cycTaBoB (Joint laxity, familial 147900)

2. Cunnpom Bsutoit koxu (Cutis laxa 219200)

3. Cunnpom 3ateiiounoro pora (Occipital horn syndrome 304150)

Takum oOpazom, Hapsay ¢ COJ] monHOCThIO OTBevarouuM BunbdpaHiuickum
KPUTEPHUSIM, BO MHOTHX CJIy4asX UMEET MECTO HEMOJHbIN Ha0op kputepueB. Takue
CJIy4au CJIEAYET OTHOCUTH K 271epconodoonomy gpenomuny (D).

3.5 HECOBEPIIEHHBI OCTEOI'EHE3

Hecosepmrennsrit ocreorenes (HO, osteogenesis imperfecta) —rpymmna HHCT,
XapaKTEepPU3YIOIascsl IOBBIIIEHHOM JIOMKOCTBIO KOCTeW. B Hacrosmee Bpems
Beiesit0T 12 Tumo HO. HO |-V tunos siBisitoTcs 3a0071€BaHUSAMHE, HACIIECYEMBIMH
AJl, Bei3BanHbIMEA MyTarueil reHoB kourareHa | tuma (COL1AL1,COL1A2). VI-XII

tunibl HO HacnmeayroTcss Mo ayTOCOMHO-PEIIECCUBHOMY THITY W OOYCIIOBJIEHBI



mytanuamu  reHop  FKBP10, CRTAP, LEPRE1l, PPIB, SERPINH2, SP/7 wu
SERPINFL.

Jlnst muarHoctuku HO 10 HACTOSIIIETO BPEMEHH IMOJIB3YIOTCS KPUTEPHSIMU
Sillence D.O. et al. (1979). 3aboneBanne BcTpeyaercs ¢ yacroror 1:10000 B obmeit
TOMYJISIIAH, @ Y OOJIBHBIX C OPTOIEAMYEcKOoi naronorueid Hamuoro vaie (1:1000).

OCHOBHBIMH KJIMHUYECKUMH TposiBieHUsIMU HO sABISIOTCS TOBBIIIEHHAS
JIOMKOCTbh U Jiepopmariusi KocTel, c1aboCcTh CBA30YHOrO arfapaTa CyCTaBOB, HU3KHIA
MBIIIEYHBIN TOHYC, MAJICHBKUNA POCT U rofyObie ckiephl. [IoMuMO TOMKOCTH KOCTeH
U aHomanuii pas3Butusi 3yooB mnss HO xapaktepHbl roiyOble CKIIEphI, CHUKEHUE
ciyxa. Hepenko HO comnpoBokgaeTcsi TMOBBIIIEHHOW 3JIACTUYHOCTBIO KOXKH,
TUTIEPMOOWIBLHOCTBIO CYCTABOB M MaTOJIOTMEl KianaHHoro ammnapata cepaua (ITMK,
aopTajbHAas HEIOCTAaTOYHOCTh, BTOPWYHAS HACICICTBEHHAs KapJIUOMHOIIATHUSA,
KJIMHUYECKH HAITOMHHAOIIAS JUIaTallMOHHYIO).

Jnarno3 HO oCHOBBIBaeTCsS Ha JJAaHHBIX CEMEMHOr0 aHaMHE3a, KIMHUYECKUX
JAHHBIX, PE3yJIbTaTaX PEHTICHOJIOTUYECKOTO 00CIEAOBaHMS; BO3MOKHO MTPOBEICHHE
TUCTOMOP(POMETPUUECKOTO HCCIIECIOBAHUS TPU OWUOTICHMHU TOJAB3/OIIHON KOCTH;
CTPYKTYpPBI KOJlareHa | TuIa, CHHTE3UPyeMoro aepMaibHbIMU (hrOpobIacTamMu in
vitro (6HoTICHs KOXKH), MOJIEKYJISIPHO-TEHETUYECKOT0 aHaJIn3a.

3.6 CUHAPOM I'MIEPMOBHUJIBHOCTHU CYCTABOB

N3 Bcex HHCT, wuMerommx CcOrJIacOBaHHBIE KPUTEPUU  KIMHUYECKOU
JUArHOCTUKHU CUHAPOM THIIEPMOOUIIBHOCTH CYCTaBOB HamOoJiee 4acT O BCTpeyaeTcs
B KJIMHUYECKOW TMpakTUKe. [ MmepMOOWIBHBIMH CIEIYeT CYUTaTh CYCTaBBl C
M30BITOYHBIM JUANIa30HOM JBIKeHHWA. OTleHWBasl IUamna3oH, CIEAyeT YYHUTHIBATh
BO3PACT, IIOJ ¥ 3THUYECKOE MPOUCXOXKACHHUE ManueHTa. V3BeCTHO, 4TO y 30pPOBBIX
JIOACH CycTaBHAsh MOOMJIBHOCTb CHIDKAETCSl C BO3PACTOM, Y KCHIIMH €€ YPOBEHb
BBHINIE, YeM y MYXKYWH, YV BBIXOJIIEB W3 A3uM OHa HaWOOJbINas, a y €BpOIECHIICB
HanMenbInas (Beighton P. et al., 1999). Beipaxennocts ['MC cienyer olieHUBATh 110

JeBITHOAIIBHOM miKkase (Tab. 5).



Tabmuma 5

JleBsiTrOaUIbHAS 1IKaIa runepmoduasHocTr P.Beighton (1998)

Tecr Cycrasbl
CnocoOHOCTb MpaBbId  JIEBBIH
1. maccuBHO OTOTHYTH Ha3aj V majell B MsCTHO-(paJlaHTOBOM 1 1
cycrase 6osee yem Ha 90° 1 1
2. macCUBHO MpuBecTH | manen K J1aIoHHON MOBEPXHOCTH PYKHU 1 1
3. MacCUBHO Pa3oTHYTH JOKTEBOM cycTaB > 10° 1 1
4. MaccUBHO pa3orHyTh KOJEHHbIN cycTaB > 10° 1 1
5. UHTCHCHUBHO TIPWXKATh JIAJOHU K TIOJTy, HE Crubast KoJIeHen
Hroro 9

OnuH 62T MOXKET OBITh MOJTYYEH TSl KaXKI0W CTOPOHBI IIPU MAHUMYJIAIUAX 14, 1

I1OKa3aTecib FI/IH€pM06I/IHBHOCTI/I COCTaBJIIET MaKCUMAJILHO 9 0alioB.

['unepmMoOMIBHOCTD SIBISIETCA PE3YJIbTATOM CJIA0OCTU CBSI30K, KOTOpask HOCHUT
HaCJEJACTBeHHBIM XapakTep. OcoOyio poib B 3TOM OTHOIICHUH UTPAIOT MYyTallUuH
TE€HOB, KOJUPYIOUIUX KOJUIAreH, 3IaCTUH, PUOPUIIIIMH U TeHacuH X.

['urmepMOOMIIBHOCTE  MOXKET OBITh  NMPHOOPETEeHHO#, TOCKOIbKY 00BheM
JIBIKEHUN B CyCTaBaX MOXKET OBITh YBEIMYEH JI0 TUIEPMOOMIHHOTO IHAIa30oHa MO
BO3JICHCTBUEM TPEHUPOBOK. balleTHBIM TaHIlOpaM, KOTOpble HE 00JagaroT
HACJIC[ICTBEHHOM BBICOKOM PpacCTSHXKUMOCTBIO CBSI30K, TPUXOAMUTCS pa3BUBATH
TUIEPMOOMIIBHOCTD OIpPEIeNIeHHbIX cycTaBoB. [Ipy 3TOM M3HaYaIbHO HEM3MEHEHHbIE
OKOJIOCYCTaBHbIE TKaHU 3amiuiaroT ux oT TpasM (McCormack M. et al., 2004).

CuHJIpOMOM TUNIEPMOOUIIBHOCTH CIIEyeT Ha3bIBaTh coueTanue npuznakos ' MC
C KJIMHUYECKOW CUMIITOMATUKOW. Peub uIeT O 4acThIX BBIBUXaX M TOJBBIBUXAX
CyCTaBOB, apTPAITHAX, BOBJICUECHUN BET€TaTUBHON HEPBHOU CHCTEMBI (BEreTaTUBHAS
nucynkius). TakuM oOpa3zoM, JJIsi MOHUMaHUsl B3auMooTHomeHud mexay ['MC u

CI'MC ymectHo npuBectr popmyiy P. I'pexama (Keer R., Grahame R., 2003).

I'mnepMoOMIBLHOCTD CYCTABOB + CUMIITOMATHKA = CUHAPOM

I‘I/lHepM061/IJILHOCTI/I CyCTaBoB




Kmnanueckne nposineHns CI'MC 4dacTMYHO COBHAAarOT C TaKOBBIMU IIpH
npyrux HHCT. K wuMm, nmomumo ['MC, OTHOCATCA NOBBIIIEHHAA PACTKUMOCTD
KOXKM, HapylleHue pyOleBaHHs M CTpUH, Map(aHOWAHAs BHEIIHOCTb, a TaKXKe
ocreornienusi. R. Grahame (2000) monaraer, uro CI'MC u runepMoOuibHYI0 GopMy
DJIC (panee mmenoBasnach JJIC, Ttum Ill) cnegyer cuurate cunonumamu. CI'MC,
XOT M HE YMEHBIIAET MMPOJOLKUTENBHOCTD KU3HHU, OJHAKO CYILECTBEHHO CHMXKAET
€e KauyecTBO M BJ€4YeT 3a CcOo0OW BO3HUKHOBEHHE CYCTaBHbIX Oojell u
HETPYIOCIOCOOHOCTH.

Hwmxe npusenensl kputepuun ajas pacrno3naBanus CI'MC** (Grahame R. et al.,
2000) (tab. 6).

Ta6suna 6

IlepecMoOTpeHHBbIC THATHOCTHYECKUE KPUTEPUH CHHAPOMA
THIIEPMOOMJIBHOCTH CYCTABOB

Boabmme kpurepun MaJnble KpuTepuu

[Tokasaress betitona 4/9 1 Ilokazatens beitrona 1/9,2/9 wmm 3/9 (0, 1, 2 wiu 3, npu
(xak B MOMEHT o0cienoBanus| Bo3pacte nanuenta 50 u 6omnee ier).*
nponutom)* Aptpanrust (> 3 mec) B 1-3 cycraBax uim 601b B crimHe (>3 mec),
ApTpanrus 4eTblpex Win { CIOHAWIIE3, CIIOHIIIIe3/CIIOHIIonucTe3. *
cyctaBoB Oojee 3 mecsneB.* | CMmelieHne/moiBbIBUX 00Jiee OJTHOTO CycTaBa WU OJTHOTO
cycTaBa ¢ HEOJJHOKPATHBIM ITOBTOPEHUEM.
Bocmanenne MATKHX OKOJIOCYCTaBHBIX TKaHe#. Tpu umu Oornee
MOBPEXICHUS (STTUKOHIUINT, TSHIOCUHOBUT, OYPCHUT)
MaphanoujHast BHEITHOCTb
AHOMAaNUU KOXKU: CTPUH, TUIIEPPACTKUMOCTD, TOHKAsI KOXKa,
oOpa3oBaHue pyOIOB 110 TUITY HATUPOCHOW OymMaru
[Tpu3Haku, cBsI3aHHBIE C OPraHAMU 3PEHUS: MUOTIHSA U JIP.
HapyLICHHS.
Bapuko3Hbie BEeHBI M TPBIKA, WM BbINAI€HUE MATKH /

MPSIMOM KHILKH.

* CoueraHue O00JBIIMX M MAJbIX KpUTepUEB I10A HoMepoM | U 2, COOTBETCTBEHHO,

B3aMMOMCKIIFOHACTCA.



** Kputepuu mpuMEHUMBI JU1st U1 OT 16 10 85 net

CI'MC ouaznocmupyrom npu Hanuyuu 08yx GONbUIUX KpUMEPUEE TUOO0 00HO020 001bUL020
U 08yx Manvlx Kpumepueg, UIU uemplpex Manvix Kpumepues. /Jlea manvix Kpumepus
00CmMamoytbl, eciu umeemcs 0JU3KUil poOCHEEHHUK, CIMpPadarouwiuil OaHHbLIM 3a001€e6aHUEM.
CI'MC uckiouarT Mpyu HaTU4uM CUHAPOMOB Mapdana unu Dnepca — JlaHIo, MHBIX THIOB,
kpome tunepmoOminbHoro tuma JDJ[C (panee — EDS Ill), B cooTBeTCTBHU C OIpeAcICeHUSIMH,
npeaycmorpendbivu ['enrckumu (De Paepe,1996) n Bumnsdpanmckumu (Beighton et al., 1998)

KPUTEPUSMH.

Takum ob6pazom, guarHo3 CI'MC ycranaBiauBaroT Tnpu BbisiBIeHUn [MC wu
CycTaBHBIX Ooseit mpu ycinoBun uckimouenus CM, CO/] u psaa apyrux OJU3KUX UM
no kinHuyeckuM nposienenussiMm HHCT. Inarno3 CI'MC y yacTu naiueHTOB CeroaHs
MOKET OBITh MOATBEPKIEH JT1a00OPATOPHBIMHU HCCIEAOBAHUSIMU YPOBHS T€HACLHUHA-X
CBIBOPOTKHM KPOBHU U MPU aHaju3e noaumopdusmMa reHa teHacuuHa-X. B 3akimrouenue
IIOYEPKHEM, YTO B OTIMWYHE OT JPYTHX, PaCCMOTPEHHBIX Bblle BapuantoB HHCT,
CI'MC BcTpevaercsi JOCTaTOUYHO YacTo.

Eme yame B KIMHAYECKON NPAKTUKE NIPUXOAUTCS CTAIKUBATBHCSA C PAa3IMYHBIMU
CUHJIpOMaMHU U ()EHOTUIIAMH, HE YIOBJIETBOPSIOUIUMHI TPEOOBAHUSIM COTJIaCOBAHHBIX
KPUTEPUEB TUArHOCTUKU. IMEHHO 0 HUX MOWIET peub B CIEAYIOIIEM pa3JIeIe.

4. TACIUIA3ZMSA COEJIMHUTEJIbHOM TKAHHW.  JUCIUIACTUYECKUE

OEHOTUIIbI

Tepmun nucmnasus coenunurensHoil Tkanu (JCT) B Poccum cran cuHoHUMOM
HHCT wu paxe mnomyuyun eme Oojiee MIMPOKYIO TPAKTOBKY, ITOCKOJIBKY K
«enupdepenurpoBannbiM - aucmiazusam»  (HACT) cranu  oTHOCUTH — cioydyau
BBISIBJICHUST HECKOJBKHUX IPOU3BOJIBHO HW30PAHHBIX MPU3HAKOB AM3IMOpHOreHe3a
(MaptsinoB A.U. ¢ coaBt., 1998, KnemenoB A.B., 2005, Esrymenko C.K. ¢ coasr.,
2009).

Takoe mmpokoe TonkoBanue TepmuHa JICT © TONBITKH TPEBpPaTUTh
sakmtoueHne o JICT B Hozonormyeckyro ¢GopMmy WiIM KIMHAYECKHM JTUArHo3 Ha
MPAKTHKE MPUBEIIH K TUIIEPAUATHOCTUKE 3TOTO COCTOSIHUSA U cerojiHs TepmMuH «JICT»

n €ro I[e(i)I/IHI/IL[I/ISI HYXIOAl0TCA B YTOUYHCHHUMU. Kak OBIIIO OTMEUYEHO BEBIIIE TCPMUH



«oucnnazua coeOuHUmeIbHOU MKAHU» MOXET HUCIOJIb30BaThCA B IIMPOKOM U
y3KkoM cMbiciax cioBa. B mmpokom cmbicie JICT 3TO CHHOHUM HacjeACTBEHHBIX
HApYIICHUSX COEAUHUTENIbHOW TKaHU. B y3KOM cMbICliE CJOBa Oucniazuamu
COeOUHUMENbHOI MKAHU Clledyem HA3bl8AMb HAPYUIEeHUs COeOUHUMENbHOU MKAHU
NOUZEHHO-MYTbMUPAKMOPUATLHOU RPUPOObL, 00beOUHEeHHble 6 (peHomunsvl Ha
0CHOBe 0OWHOCMU BHEWHUX U/UU BUCYEPATILHBIX NPUSHAKOS.

Heo6x00umo noouepxnuymo, umo mepmunvt HHCT, pasno xax u JICT ne
MO2ym  UCHOIb306AMbCA 6 Kayecmee CAMOCHMOAMENbHO20 OUazHo3a, a
npeononazarom He00X00UMOCHIb ONpeode1eHUA KOHKPEMHO20 CUHOPOMA.

Uro kacaercsi QuCIUIaCTUYECKUX (DEHOTUIOB, TO, KaK OBLJIO OTMEUEHO BBIIIE,
OHM, B OTJHWYHME OT HACJIEACTBEHHBIX CHHAPOMOB, XapaKTEpHU3YITCs Oojee
000pOKauecmeeHHbIM MmeyeHueM.

HAUWBOJIEE PACITIPOCTPAHEHHLIE JUCITTIITACTUYECKHUE

OEHOTUIIbI

Hwxe npuBeneHsl Hanbosee pacnpoCTpaHEHHbBIE AUCTUIACTUYECKHE (HEHOTHUIIBI,
KOTOpPbIE HUMEIOT CXOJHbIE€ BHEIIHHE TMPOSBICHHS, B IEPEYEHb BKIOYEHA U
noopokavectBeHHass [ MC. Bcee (eHOTHITBI pacnionokeHbl B MOPSIKE yObIBAHUS UX

KJIMHAYECKON 3HAUMMOCTH.

1. MASS- nnonoGHbI# (heHoTHIT

2. [TorpaHnyHbBIN NPOJIANIC MUTPAIBHOTO KJlallaHa

3. MapdanouiHast BHEITHOCTh

4, Dnepconogo0HbIi peHoTHUn

S5. JloOpokauecTBeHHasi TUIIEPMOOUIBLHOCTH cycTaBoB (JIIT'MC)
6. Hexknaccudummpyemsiit penorun (HKD)

B OCHOBY pacCIliIO3HaBaHUs BbIINICHA3BAHHBIX Cl)eHOTI/IHOB JOJIXKHBI OBITH
IMOJIOKCHBI  PC3YJIbTAThI CGMGIZHOFO, I'CHCAJIOTHYCCKOI'0O H q)eHOTI/IHI/I‘-IeCKOFO

oO0cnenoBanuii, nanupie DXoKI' u Y3U opranoB OpromHOW MoJIOCTH W Todek. U3



MHOkecTBa BHemHUX npusHakoB HHCT npuoputeTHbl T€, KOTOpbIE UCIIOIB3YIOTCS B
MEXTYHAPOIHBIX PEKOMEHAIMSIX B KAYECTBE KPUTEPUEB JUATHOCTUKU KOHKPETHBIX
HACJIEAYEMbIX CUHJIPOMOB. (CM. BBIIIE).

JIns OLEHKH BOBJIEUEHHOCTHM TOW WJIM WHOW CHUCTEMBI CIIEYET ONMHUPAThCS Ha
MOJIXObl, U3JI0)KEHHBIE B MPUBEIACHHBIX Bblile pekoMmeHAanusax (I'enTckue kpurepuu
JTUATHOCTUKHN cuHApoMa Mapdana, BumibdpaHuickue KpuUTepUu JTUATHOCTUKH
cuHapoma Oinepca — Jlanno, bpaiitonckue kputepun pauarHoctukun CI'MC,
pexomennanuu AHA 1o BefeHnio 60JbHBIX ¢ KJIaIaHHOW MaTOJIOTHE).

BaxxHo momuepkHyTh, YTO NUArHOCTHKA MEPEYMCICHHBIX (PEHOTUIIOB TpeOyeT
HE TOJIbKO 3HaHUS OCHOBHBIX MPU3HAKOB M AJITOPUTMOB PACIO3HABAHUSI CUHIPOMOB
HHCT, HO u cOopa cemeiiHOro anaMHe3a M JaHHBIX JJA0OPATOPHOI'O HCCIIEOBAHUS
MeTa0oIM3Ma COCIMHUTEIIbHOM TKaHHU.

B cuny ckazaHHOro, B OCHOBY QIrOpuTMa JAWArHOCTHKHA BBIIIEHA3BaHHBIX
(EHOTHUIIOB CIIeIyeT MOJIOKUTh T€ K€ MPUHIUIIBI OIEHKU BHEIIHUX MPU3HAKOB, KaK
ATO CHAEIAHO B COTJACOBAHHBIX AKCIEPTAaMU PEKOMEHJALHUSIX MO0 JUArHOCTUKE
ocHoBHbIX HHCT (cm. BhIIIE), ¢ UCHOJIBb30BAaHUEM TOTO K€ Habopa MPHU3HAKOB.
Bmecte ¢ TeM cTeneHb BBIPaXKEHHOCTH KOHKPETHBIX TMPU3HAKOB, IOKa3aTeineud u
KO2()(PUIIUEHTOB MOXKET OBITh MEHBIIICH.

Peub wuper, xak yxe ObUIO OTMEUEHO, O Oojee MATKUX TPeOOBaHUAX K
CUMIITOMaM  apaxHOJAKTWIMU  (CUMNOTOM  OOJBIIOTO  Majiblla  CUUTAETCS
MIOJIOKUTEIbHBIM, €CJIM OH BBICTYIIAE€T 3a YPOBEHb YJIIbHAPHOW MOBEPXHOCTU MEHEE
YeM Ha JUCTalIbHYIO (DajlaHry, CUMITOM 3alsiCThbsl CUUTAETCS TOJIOKUTEIIbHBIM TIPU
HENOJIHOM TIEPEKPBITUM JUCTAIBHBIX (ajlaHr OOoNBIIOro Nanbla M MH3UHLA).
KoaddunmenTs! noamxocTeHOMENNH U, Ipexk e Bcero, PP:P takxke MoxeT cunraTbes
BBITIOJIHEHHBIM TIpu ero 3Hauenuu 1,03, a ve 1,05, kak 3Toro TpedyroT peBU30BaHHbIE
I'earckue kputepuu. Ilpm stom CBCT HeoOxomwmo olleHMBaTh B Oaimiax (cwm.

Tabn.1), 1 paccMaTpuBaTh TOT UM UHOM MPU3HAK BO BPEMEHHOM KOHTHHYYME.



NupiMu  cioBamMu, J1r0OOM M3  MPU3HAKOB  JU3IMOPHUOTEHE3a  MOXKET
OTCYTCTBOBAaTh B JE€TCKOM BO3pACTE€ WU IOABUTHCS WIIM CTaTh 3HAYUMBIM B IIPOLIECCE
pa3BuTus (pacHIMpPEHHE a0pPThl, CTETEHb MPOJIAOUPOBAHUS U MUKCOMATO3 KJaraHa,

nedopManus TPyTHON KIETKH, CKOTHOTHYECKas! teopMalivs MO3BOHOYHHKA U JIP).

4.1 AJITOPUTMbBI JUATHOCTUKU JUCITJTIACTUYECKNX ®EHOTHUIIOB
4.1.1. MASS—nio100HbBIH (heHOTHTI

MASS-nono0HbIl heHoTun (CHHOHKUM: Map(paHOTIOI00HBIN (PEHOTHI) CIIeTyeT
BBIICNIATD JUUISL B3SITHSL TOJ HAONIOACHHE  TE€X NAIlMEHTOB, KOTOPHIE HUMEIOT
IOrPaHUYHOE paciiupeHue KopHs aopthl (Z okomo 1,9 - 2.0) B coyeranuu ¢
MUOMHUEH  W/WIM TMPOJIATICOM MHUTPAIBLHOTO KJIallaHa W HaJW4YheM IPU3HAKOB
CHUCTEMHOT'0 BOBJICUEHUS COCIMHUTEIIBHON TKaHU MeHee S5 0aJlioB.

MASS-—nono0HBIH  deHOTHI  MpenojiaraeT BO3MOXKHOCTH CYIIIECTBOBAHUS
0osee MATKUX MPU3HAKOB CUCTEMHOTO BOBIICUEHUS, UEM T€, KOTOPHIE MPEACTABICHBI
B ['enrckux kputepusix 2010 roga. Peub uier o manuveHTax, y KOTOPBIX Hapsiay C
MOTPAaHUYHBIMU 3HAYCHHUSIMHU PACIIMPEHUS] AaOPThI UMEIOTCS MOTPAaHUYHbIC 3HAYEHUS
npoinabupoBaHUs CTBOPOK MHTPAJBHOTO KJamaHa, TMOTPAaHWYHBIC 3HAYCHUS
K03 (DUIIMEHTOB TOJTMXOCTEHOMENIMH, a Tak)Ke O MAIMEHTaX MMEIONIUX MPHU3HAKH,
UCKJIIOUCHHBIE M3 MojicueTa 0ajioB CUCTEMHOIO BOBJI€UEHUS (apKoBUIHOE HEOO,

ITOBBLIIIIEHHAsS MOOMILHOCTD CyCTaBOB, HCIIOJHBIC IIPU3HAKHU aanHOI[aKTI/IJ'II/II/I).

4.1.2 TlorpaHn4HbIii MPOJIANIC CTBOPOK MUTPAJIBLHOrO KJanaHa

[Ipy morpaHMYHOM 3HAYEHUH CTETNEHH MNPOTAOMPOBAHUS CTBOPOK (2 MM),
OTCYTCTBHUH MPHU3HAKOB MX MUKCOMATO3HOM JIer€HEepaluu (J0Ka3aH BBICOKUN PUCK
CEpIEYHO-COCYIUCTRIX OCIOKHEHWH TMpH TONIIWHE CTBOPOK SMM U Oonee)
HeoOxomuMa auddepeHimanbaas quarnoctuka Mexay nepBuuabiM  [IMK m [IMK
KaK OJIHOM M3 MajibIX aHOMaJIWW WM BapUAHTOM HOPMBI. B Tex ciaydasx, Korga pedb

HACT O IIOIrpaHU4YHOM 3HAYCHHUU HpOJ’Ia6HpOBaHHH CTBOPOK, IIOI'paHHUYHOM HX



YTOJIICHUH (4MM) W/ UM MUTPAIIbHOM peryprutaiuu 1 cr., HO UMEIOTCS MPU3HAKU
CUCTEMHOI'O BOBJICUCHHUS COECAMHUTENbHON TKaHU( 10 4-5 OaiyoB), cleAyeT CTaBUTh
nuarnos: IHozpanuunwiit IIMK cmeopok mumpanvnoz2o kianana. Takue NauyeHTHI
HE HYXJAIOTCS B OrpaHUYEHUSIX (U3MUECKON aKTUBHOCTH, OJHAKO KM CIIETYET
pPEeKOMEHJI0BaTh JAMHaMu4eckoe KiauHndeckoe U OxoKI nHabmomenue. Ilpu
OTCYTCTBMM >kKaJlo0 M KIMHUYECKUX NPOSBIECHUN Takoe HaOII0JeHUE JOHKHO
MPOBOJMTHCS C YAaCTOTOM OAMH pa3 B 3-5 mer. B ToMm ciyyae, Korma norpaHu4Hast
CTelleHb TposiabupoBanus (MeHee 2X MM) HE COINPOBOXKIACTCSA MPU3HAKAMH
MUTPAJIBHON pETypruTalud W MUKCOMATO3HOM JiereHeparuu (TOJIMHA CTBOPOK 3
MM U MEHEE) C BBICOKOW CTENEHbIO0 BEPOSTHOCTH MOKHO FOBOPUTH O TOM, UYTO PEUb

unetr ogHor u3 MAC wim 0 BapuaHTE HOPMBI.

4.1.3 Mapdanonnnas BaenrtHocTs (MB)

O mapdaHougHON BHEIIHOCTH KaK (PEHOTHUIIE CIEAYET TOBOPUTH MPU HATUUUHU
MIPU3HAKOB B06/1e4enus KoCcTHOU cuctemsl (I'entckue kpurepuu,1996) u orcyrcteuun
KJIMHUYECKN 3HAYMMBIX MPU3HAKOB BOBJICUCHMS 3PUTEIBLHOrO ammnapara, ceplaedHo-
COCYAUCTOM W JbIXaTEIbHOW cucTeM. HamoMHUM, 4TO KOCTHAasi CHCTEMA CUMTAETCS
606J1€4€HHOIL, €CIIH BBISBISIOTCSA 4 MaJIbIX KOCTHBIX MPU3HAKA Y JIUI C ACTCHUYECKUM
THTIOM TEJIOCIOKEHHUS.

IIpuzHaku Map(aHOUIHO BHELIHOCTH
1. OnuH 13 K03hOUITMEHTOB TOJIMXOCTECHOMEIUH
- YMEHBIIICHUE OTHOIICHUS BEpXHETo cermMenTa K HmxHemy — (B:H <0,89)

- YBEITMYCHUE OTHOIICHUS pa3Max pyk Kk pocty — (PP:P>1,03)
IIPHU YCJIIOBUM HETSKENION CTENEHHU CKOJINO03a.

2. OnuH 13 NpU3HAKOB apaxXHOJAKTUINU

- CUMITOM 3arsCThs

- CuMITOM OOJIBIIIOTO ITaIbIla



3. JledopManus TpyTHOM KIETKH JHO00M CTEIeHN (KMJICBUIHAS WITH
BOPOHKOOOpa3Has JedhopMaius rpyIHON KICTKH WU €€ aCHMMETPHS)

4 Banberycnas negopmanus cTonsl

3) [Tnockocronue

6. [IpoTpy3ust Ta300€PEHHOTO CyCTaBa JIt00O0M cTeneHu

7 CKonMo03 WM TOPAKOIIOMOATBHBINA KH( 03

8 JluneBsie nu3mopdun (He MEHee IBYX U3 MATH: Aonuxonedanus, sHOPTAIbM,

CKOIICHHBIC BHU3 I'JIa3HBIC TICJIU, TUIIOILIIA3Ud CKYJIOBBIX KOCTGﬁ, peTpOFHaTI/ISI)

B aumarnoctuke MapdaHOMAHONW BHEUIHOCTH, KaK M MPU PACIIO3HABAHUM HMHBIX
JUCIUIACTUYECKUX (DEHOTUIIOB, MCIONB3YIOTCS 0oJjiee MSATKUE KPUTEPUH U3MEHEHUS
KOCTHOW CUCTEMBbI, YEM T€, KOTOpbIE€ BKJIIOUCHBI B ['€HTCKUE KPUTEPUU JJIsl OLCHKU
CBCT ngmarHoctuku cuHapoMa Mapdana. Tak Hampumep, HUCHOIb3YIOTCA
norpaHu4Hble 3HaueHus KodduuuentoB gonuxocreHomenuu (PP:P>1,03 u B:H
<0,89) u TonpKO ABa (2 HE TPU) W3 MATH JUIEBHIX Au3Mopduii. Takke peub HIET O
HEOOIBIINX eopMaIusix TPYAHON KIETKH, JIETKOM TIOCKOCTONHH U CKoro3e, Jis
orpeneneHuss Map(paHOUAHONW BHEIIHOCTH JOCTAaTOYHO BBISBICHHUS 0O0HO20 U3
K03 (DUIIMEHTOB TOTMXOCTEHOMENINH U 00H020 W3 TIPU3HAKOB apaxHOAaKTWiINH. [1pu
ATOM JIOMYCKAIOTCSI HEMOJIHbIE CUMOTOMBI OOJIBIIOrO Mayblia U 3amsCThs, T.€. MPH
OTNpEAEICHUN CHUMIITOMA OOJBIIOrO Majiblla «IOJHBIA» CHUMIITOM MOJIpa3yMEBaeT
BbIBEJICHUE 3a YyJIbHApHBIM Kpall JajoHU yerou ananeu OOIBIIOrO Maliblia, a
«HETONHBI» - MeHee (ananru. [ToaHBIA «CHUMITOM 3amsiICThA» XapaKTepU3yeTcs
nepeKpecToM OOJIBIIOTO Majiblla M MU3MHIIA HA LENyl (ajaHry, a «HEHmoJHbIN» -
MIEPEKPECTOM MEHBIIIEH BhIpakeHHOCTH (MeHee (pamanru). OMHAKO HAIMYUE XOTS OBl
OIHOTO U3 KOA((UIMEHTOB TOMUXOCTEHOMEIHMH W aPaxXHOMAKTUIUHU SBIISACTCS
00s13aTEIbHBIM YCIIOBUEM ITOCTAHOBKH JIMAarHo3a «Map(aHouIHAsS BHEIITHOCTHY.

Kak mokaszanu uccienoBaHusi MOCIEAHUX JIET, JaXKEe TaKue JIETKUE MPU3HAKU

MB wumerot OIIPpCACICHHOC KIMHHNYCCKOC MU IIPOrHOCTHYCCKOC 3HAYCHHC U MOI'YT



paccMaTpuBaThCsl Kak MPEAUKTOpPbl  GUOPWIUISIMKM  NpEACcepaud U CKIIEpo-
JIETCHEPAaTUBHBIX TOPAKEHUN aopThl y JIMIl CTAapUIMX BO3PACTHBIX TPYIII
(3emuoBckuit J.B. ¢ coast., 2009, 2010, 2011).

MapdaHouHass BHEIIHOCTh KaK CaMOCTOATENbHBIA KIMHUYECKH 3HAYUMBIN
dbenorun  HeoOXoauMO nMU(GEPEHITMPOBATH ¢ HACIECTYEMBIM CHHIPOMOM CEMEHHOU
MaphaHOUTHONW BHENIHOCTH (TIOCTIEAHUN CEroJHs pacCMaTPUBAETCS KaK CHHIPOM
Jlyuca —/lutna, Tun 2B OMIM 610380). DToT 7€ HaObOp KOCTHBIX MPU3HAKOB MOYKET
BBISIBIISITbCA W Tipu  1eiaoMm psge apyrux menaenupyomux HHCT  (cunapom
Mapdana, nepuunbiii I[IMK, MASS-benoTumn, BpoxaeHHAs KOHTPAKTypHas
apaxHomakTwius u np.). HuddepenuuanbHas auarHoctuka Mexay MB  kak
(GEeHOTUIIOM W CaMOCTOSITEJIbHBIM  HACJIEIYEeMbIM  CHUHAPOMOM  BBI3bIBACT
OTpeJIeNICHHbIE TPYAHOCTH, TOCKOIBKY BO3MOKHOCTh CIIOHTAHHBIX T€HHBIX MYTaIIUii,
CHI)KaeT MHPOPMATUBHOCTh CEMEMHOI0 aHaMHE3a.

4.1.4 DnepcononoOubiii penotun (JI1D)

Onepcononobubii denotun (DIID) Brirowaer B ceOs MMPOKUNA JAHAMA30H
COCTOSIHUM OT «HEMOJIHOrO» CUHApoMa Jjepca — JlaHJ0 10 BecbMa JIETKUX U
KJIIMHUYECKM MEHEE 3HAYMMBIX COCTOSHUH, JUArHOCTUPYEMbBIX IMPU HAIUYUAH
MIPU3HAKOB BOBJICUEHUSI KOXKH, MBIIIIL, CYyCTABOB, & TAKXKE COCY/I0B. | JlaBHOE yCIIOBUE
oTHeceHust mameHta Kk Ol — Hanuune He Menee 2X ManvlX NPUIHAKOS
6oenevenua kKoxcu (cM. Bumibdpanuickue xputepuu, paszzaen 3.2). Baxuo
noHumarb, yto B OII® mnpu TakoM YIPOIIEHHOM alrOPUTME AUArHOCTUKU
BKJIFOYAIOTCSl KaK BapUaHTHI OJIM3KHE K HOPME, TaK U HEKOTOpPbhIE CYOKIMHUYECKHUE
BAPUAHTHl YK€ HM3BECTHBIX IIECTHU MOATUIOB, YHNOMSHYTHIX B BuibhpaHiickux
KPUTEPHUAX, a TAKXKE MHOXKECTBO €IIe He KIacCH(PUIIUPOBAHHBIX BapuaHToB COJI.
4.1.5 JIobpokadecTBeHHAs TUTIEPMOOUILHOCTH CYCTaBOB

Kak u Bce omucaHHbie BBINIE JAUCIUIACTUYECKHE (DEHOTHUIIBI, BBICOKAS
MOOUIILHOCTh CYCTaBOB, OIleHEHHas Mo belToHy, ele He oO3Ha4yaeT HaJIu4due

KIIMHUYCCKHU 3HAYUMOI'O CHHAPOMA. Bricoxas MOOMIBHOCTH CyCTaBOB MOKCT OBITH



TCHETUYECKH JEeTEPMUHHPOBAHA, HO MOXET OBITh JOCTUTHYTa MYTEM PETyJSpPHBIX
TpeHUPOBOK. CHOPTUBHBIA OTOOp, MPOBOJMMBIA B PAaHHEM AETCKOM BO3pacTe, B
TaKhe BUJBI CIIOPTa KaK TMMHACTHKAa M aKpOOATHKa YacTO MPelyCMaTpPUBAET MOUCK
TEHETUYECKH OJapEHHBIX JETEH C BBHICOKOW MOOWIBHOCTBIO CycTaBOB. lIporekas
JIonTOoe BpeMsi Kak jgoOpokadectBeHHas ['MC, Takas CIOCOOHOCTH MOXKET C
BO3PAcTOM CTaTh KJIWHMYECKH 3HAYMMBIM cUHApoMoM. [[uarnoctuka CI'MC Obuia
paccMoTpenbl Bbiie (cMm. pazzen 3.4) m ocHoBaHa Ha bBpalWTOHCKHUX KpUTEpHSX,
peBusoBanHbix mo3agHee R.  Grahame (2000). VYMecTHO OTMETHTh, YTO
noopokavyectBeHHass ['MC puarHocTupyercsi JHIIb Ha OCHOBE IPHU3HAKOB
MOBBIIIEHHON MOOWMJILHOCTH CYCTaBOB M MOXET BKIIOYATh B ce0s Kak ciydau
MOBBIINIEHHON  MOOWJIBHOCTH,  JIOCTUTHYTOM  PEryIspHBIMU  (PU3MUECKUMHU
TpeHupoBkamu, Tak 1 I’ MC, B 0OCHOBE KOTOpPOH JIe’)KaT MyTalluy T'eHa TEHACKUHA-X U
JIPYTrUX TEHOB, OTBETCTBEHHBIX 3a (POPMHUPOBAHUE CTPYKTYPhl U (DYHKIIUHU HHBIX
O€JIKOB BHEKJIETOYHOIO MaTPHKCA.

4.1.6 Hexnaccudurupyemsrii penotun (HKD)

K nexnaccugpuuupyemomy ¢penomuny cienyer OTHOCUTH  NALUMEHTOB C
«Hecneyuguueckumu HapyuwieHuamMu  coeOunHumenvHou mranu». COrJacHo
nepecMoTpeHHbIM ['enTckumM kpurepusim 2010, kK 3TON KaTeropuu OTHOCATCS Cllydau
BBISIBJICHUSI 5 U Oojiee 0asIoOB CHCTEMHOI'O BOBJICUEHUS! COCAUHUTENBHOW TKaHU Y
mun, miagme 20 ner 6e3 pacmupenust aopThl U npusHakoB [IMK. ITockonbky
nepecMoTp ['@HTCKUX KpPUTEpPUEB HE JAET OTBETA HAa BONPOC O TAKTHKE BEICHUS U
jgedeHun mnauveHtoB  crtapme 20 jer ¢ uuciaom OGamioB CBCT 5 u Oonee,
JallbHENIIEEe HAKOIUIEHNE 3HAHUW O KJIMHUYECKOW 3HAYMMOCTH TAKOI'0 BOBJICUEHUS C
KJIMHUYECKON TOUKU 3pEHHUSI PEICTABISAECTCS OCOOEHHO BasKHBIM.

OtnaBasgs  faHb ~ MHOTOYMCIEHHBIM  OTEYECTBEHHBIM  MCCIIEIOBAHUSAM,
OCHOBAaHHBIM Ha HCIIOJIb30BAaHUU KOJMWYECTBEHHOTO WM OaJUIbHOTO MOJIXOAO0B K
nuarHoctuke JICT, W mNO3BONMBIIMM MOPOJEMOHCTPUPOBATH €€ BKIIAJ B

dbopMupoBaHUe OCOOCHHOCTEH KJIMHUYECKOW KapTUHBI MHOTUX 3a00JIeBaHMMA



BHYTpeHHUX opraHoB, k HK® cneayer OTHOCUTH U Cilydyau BBISBJICHUSI HE MEHEE
uiecmu MmaawblX BHEIIHUX W/Wid BHUcHepalbHbIX Tpu3zHakoB JCT, mpu ycioBuu
UCKIIIOYEHUSI BCEX BBINICHA3BAHHBIX CHUHAPOMOB U (PEHOTUINOB, U TPU HATUYUHU
orsromerdHoro o HHCT cemeitHoro anamHe3a u 1a0OpaTOpPHBIX JTaHHBIX,
MOATBEPKAAIONIUX HAPYIIEHHE META00JIN3Ma COSIMHUTENLHON TKaHHU.
4.1.7 TloBblineHHasi auciviacTuueckasi crurmarusanus(I11C)
e Hannune 3—5 manbiX BHEIIHUX NMPU3HAKOB AUCILIA3UN
e Pa3jauyHble COYETAHHWS MaJbIX KOCTHBIX, KOXHBIX M CYCTaBHBIX
MPU3HAKOB, HAIMYNE KOTOPBIX HE TIO3BOJISIET KIACCU(DUIIMPOBATH OUH U3
BBIIICTICPEYNCIICHHBIX CHHIPOMOB ¥ ()€HOTUIIOB
IToBbIlIeHHAS, IPEMMYIIIECTBEHHO BUCHEPATIbHAS, TUCILIACTHYCCKAS
crurmatusauus (IIACs)
e Hanuune eMMHUYHBIX MaJIbIX BHEITHUX ()EHOB TUCILIA3UH
e Hanuume 3 u Oonee ManblX aHOMAaJWU Cepilla, BKIOYAs YIJIMHEHUE
CTBOPOK MHTpaJibHOro Kjarnana wiu jerkuii [IMK 6e3 npusnakor MP u
MUKCOMAaTO3a  W/WIM  COCIWHUTEIHOTKAHHOI'O  Kapkaca  JpYyrux
BHYTPEHHHUX OPraHoB (AMCTONMS IIOYEK, BHUCIEPOITO3, pedIrokcHas
00Jie3Hb, PEUUIUBUPYIONIMN MMHEBMOTOPAKC, TPaxeoOpOHXOMeraius,
reMOpparuyecKuil CUHIPOM U JIp.)

JIBa BBIIIEHA3BAHHBIX 3AKJIKOYECHUS MOTYT BBIHOCUTBCA IIPU BBISBIICHUU
HECKOJIbKUX KJIMHUYECKU 3HAYUMbBIX, HO HE KJIACCU(UIHPYEMBIX B KOHKPETHBIM
cuHApoM wunu (eHortwur, npu3HAKOB. JIumb ganpHENIIee HAKOIUICHHE HAyYHBIX
JAHHBIX W KIMHUYECKUX HAONIOJCHUI TMO3BOJUT YTOYHUTh  KIMHUYECKYIO U
MIPOTHOCTUYECKYIO IEHHOCTh 3THX MposiBiaenuit JJCT.

4.2 NTNOOEPEHHUAJIBHAA JAUATHOCTHUKA JUCIIVIACTUYECKHUX
®EHOTHUIIOB



YuuTeiBass CXOACTBO CHUMITOMATUKHM M BO3MOKHOCTh B3aMMHOI'O HAJOKECHHS
IPU3HAKOB  IIPU  PA3IMYHBIX  JUCIUIACTUYECKMX  CHUHAPOMAX,  BOIPOCHI
b depeHunanbHON TUarHOCTUKY TPEOYIOT YTOUHEHUS:
® HaJMYWE MPU3HAKOB, MO3BOJISIIOMIMX MOCTaBUTH nuarHo3 «Cunapom [IMK wmn
nepBuuHbId  MUKcomMaTo3Hbli [IMK» uckimogaer BO3MOXKHOCTBH — JHOOOT0 U3
NEPEYNCICHHBIX HIDKE CHHAPOMOB U (DEHOTHIIOB.

e uarHo3 «Map(daHOWJHAs BHEUIIHOCTHY» MOXKET OBITh YCTAHOBJICH NMPU HAJUYUU
KPDUTEPUEB 606/I€YEHUA KOCHIHOU CUCMmeMbl W TIPU OTCYTCTBHUM IPU3HAKOB
BOBJICUEHHSI IPYTUX OPraHOB U CUCTEM, XapaKTEePHBIX AJs cUHIpoMa Mapdana.

® HauOONBIIME TPYAHOCTH BO3HHKAIOT TpH audepeHnnanTbHON TUarHOCTHKE
MII® u DIO heHoTUnoB, MOCKOJIBbKY MPU MMEPBOM MOTYT UMETh MECTO MPHU3HAKU
BOBJICUCHHUSI KOXKM, TOYHO TaK Xe, KaK MpHU DJIEepPcomojoOHOM (PeHOTUIIE —
U3MEHEHHsSI KOCTHOM cucteMbl. B momoOHbIX ciydasx npu auddepeHnraibHon
JUArHOCTUKE CJEAYET YYUTHIBATh BBIPAKEHHOCTh M KOJHMYECTBO IPU3HAKOB
U3MEHEHUN cKenera U KOokU. BepostHocTh OII® CyleCTBEHHO MOBBIIIAETCS MHPU
HaIMYUKA JBYX M 0ojlee KOXHBIX TNPU3HAKOB © OTCYTCTBUM NPHU3HAKOB
JOJINXOCTEHOMEJINH.

e jnuarHo3bl MII® wnm OI1D ucCKIOYarT BO3MOKHOCTh HEKJIACCH(PUIMPYEMOTo
(¢enorumna

e 3axmoueHne 0 HK® BO3MOXHO JIMIIb NIpU OTCYTCTBUU KPUTEPUEB AUATHOCTHKH
JPYTUX BbIIIEHA3BAHHBIX CUHAPOMOB U (DEHOTHIIOB.

e [[JIC u IIJICB 3aHMMAIOT MOCIEAHUE MECTA B MEPAPXHUM 3AKIKOUYCHHUH, a OI[CHKA

X KIMHAYECKON 3HAUMMOCTH Tpe6yeT IMPOBCACHUS CIICHNAJIbHBIX HCCHCHOB&HHﬁ.

I[I/IaFHOCTI/IKa BbINICHA3BAHHBIX CHHAPOMOB H CI)eHOTI/IHOB Tpe6yeT HE TOJIBKO
3HaHWs BHCHIHMX IIPHU3HAKOB, HO H O6CJ'I€I[OB&HI/I$I COCTOAHHUA OAPYIHUX OPraHoB H
CUCTEM U, IIPCKAC BCCTO, CGpI[C‘-IHO-COCYI[HCTOﬁ. Ocoboe mecTo B AUArHOCTHUKC

BOBJICUCHHUA CCpALa U COCYyAOB B ,ZII/ICHJIaCTI/I‘IGCKI/Iﬁ mpoueccc 3aHUMacT



axokapauorpadus, 6e3 KOTOpoil CErofHsi HEBO3MOXKHO MUCKIIOYUThH HACIEICTBEHHYIO
IIATOJIOTHMIO AOpTHl W MUTpalbHOro kianaHa. MmeHHo Ha pesynprarax OxoKI'-
UCCIIeZIOBaHMA OCHOBaHa AuarHoctnka MASS- ¢eHoTuna u mponarnca MUTPAIbHOTO
KJIAITaHa.

4.3. Bo3pacthsble acniekTsl quarnoctuku HHCT

['enernueckuil neeKT MOXKET MPOSBIATHCS B pa3Hble BO3pACTHBIE NEPUOMBI U,
YeM paHblle BO3HUKAIOT KIMHUYECKHE CHUMITOMBI Takoro nedekra, tem Oonee
BbIp@XKEHA KIMHUYECKas KapTuHa 3a0oieBaHMs W TsDKelned mnporHo3. B mporecce
pocTa W pa3BUTHUS OpraHu3Ma MPOUCXOAUT HAKOIUIEHHE Je(EeKTOB B CHCTEME
COEMHUTENBHON TKaHW (O€NKHM BHEKJIETOYHOIO MATpPHUKCA, (EPMEHTHI, KIIETKH).
Bpemst mnosiBaeHus kiIMHMYECKMX Ipu3HakoB pasznuuHbix HHCT 3aBucur ot
BPEMEHHBIX 3aKOHOMEPHOCTEH TI'€HHOM OKCIPECCUH, IIEHETPAHTHOCTH TE€HOB U
xapakTepa (paKTOpoB BHELIHEN CPEIbI.

Y0enurenpHO MOKa3aHO, YTO B paHHEM JETCKOM Bo3pacte auarHo3 CM
BBI3bIBAET O0COOBIE 3aTPYAHEHHS U BO3MOYKEH Ha OCHOBE KIMHUYECKUX JaHHBIX JIHUILb
B 56% ciyuaer (Faivre L.et al. 2008). C apyroii ctoponsl, auarsoctika CI'MC 1o
KJIMHUYECKUM MpHU3HAKaM TUIEPMOOMWIBHOCTH IPOCTO HEBO3MOXHA y JeTell u
MOAPOCTKOB /10 16 ner.

["'oBOps 0 BO3pacTHBIX acleKTax MpoOJieMbl, CIEAYET MOAYEPKHYTh, YTO MHOTHE
npu3Haku, 00b1yHO accouuupyrommecs ¢ HHCT, MoryT ObITh CBSI3aHbI ¢ IpOLIECCAMHU
cTapeHus (CKoIMoTH4ecKas AepopMaius I03BOHOUYHUKA, IIJIOCKOCTONHE, BAPUKO3HAS
00J€3Hb U Jp.), YTO 3aTPYAHSET AUATHOCTUKY MHOTHMX CHHIPOMOB M (DEHOTHUIIOB Y
JMI] CTapIIMX BO3pacTHBIX rpymi. Jlpyrue (MOOMIBHOCTH CYCTaBOB) C BO3PAacTOM
YMEHBIIAIOTCSA, YTO Takke TpeOyeT LeleHanpaBiIeHHOro cOopa aHamHe3a AJis
yrounenus quarnoza CI'MC. Haubonbiielr 9yBCTBUTEIBHOCTHIO U CIIEHU(UIHOCTHIO
s knmuandeckor nuarnoctukd HHCT o6mamaroT KOCTHBIC IPU3HAKH.

4.4. BereratuBHas nuchynkuus u Hapymienus putma npu HHCT



BereratuBnas auchyukuus (BJ]) saBusercs oaHum U3 HauOoliee
pacrpocTpaHEHHBIX CHUHIPOMOB, comnpoBoxaaromux paznuuasie HHCT (I'opmon
N.b. u np.,1984, Gazit Y. et al.,2004). Bosee Toro, 1mo MHEHHIO HEKOTOPHIX aBTOPOB
B/l cnenyer paccmarpuBaTh KaKk Mallbld JHUATHOCTUYECKUWA KPUTEPUU CUHAPOMA
rurepmodmbHOCTH cyctaBoB (Rowe P.C. et al., 1999, Levy H. P., 2004).

Bricokas wactora BJI, mpu pazmmuneix HHCT, Bumgmmo, o0ycioBiena
HaCJIEyeMbIMU 0COOEHHOCTSIMU JUMOUKO-PETUKYIISIPHOTO KOMILJIEKCA,
BKJIIOYAIOIIETO B ceOsl TUIOTAIaMyC, CTBOJI U BUCOYHBIEC 707U Mo3ra. [lo gaHHBIM
auteparypbl 'y OonbiminHcTBa manueHToB ¢ HHCT, npegbsBistonux xanoObl Ha
c1a00CTh, YTOMIISIEMOCTh U CEPILIEOMEHNs, BBIABIISIIOTCS IPU3HAKU OPTOCTATHYECKOM
HEJAOCTaTOYHOCTU WJIM HEYCTOMYMBOCTH. Y MAalMEHTOB C CUHApOoMOM Mapdana B
OCHOBE J3THX ajio0 YacTO JIEKUT OpPTOCTATHYECKash TUNOTEH3UsA. Y JMIl C
CHHIAPOMOM OJnepca-JlaHino yamnie perucTpupyercs MOCTypallbHas OPTOCTATHYECKAS
Taxukapaus. OTMEYEHO, YTO MPUMEHEHHE MajbIX /103 OeTa-apeHO0JI0KaTOPOB U B
TOM M B JIPYIrOM CIy4yasx JaeT MOJOXKHUTENbHbIN 3¢ dekt. bonbmoe yucno nui ¢
JTUCIUTACTUYECKUMHU (DEHOTUTIAMU TaKXe MPEIBABISIIOT Pa3HOOOpa3HbIE KAIO0OBI,
KOTOpbIE MOXXHO OTHecTH K mnposBieHusM BJl. Peur umer o0 oOMopokax u
MPECUHKONAIBHBIX COCTOSIHUAX, KapJUANTHAX, OUTYIICHUSIX CepAIleONEHUs, YyBCTBE
HEXBAaTKU BO3/1yXa, MOBBIIIEHHOW YTOMIIIEMOCTH, HapYLICHUSIX TEPMOPETYJIALNN U
np. YacTo UMEHHO 3TH Kajo0bl U CIIyKaT NPUYUHOMN MIEpPBOro 0OpallieHHsl MalMeHTOB
K Bpauy. [Ipu 3TOM XapakTep BBISBICHHBIX HAPYLUICHHWI BErE€TaTUBHOU PETYISLUU
MOKET OKazarhCsi BechMma paznudHbiM. (bemnozepor KO.M., 2004), uTo HEOOX0AUMO
YUYUTBIBATh MIPU BHIOOPE TAKTUKHU BeJCHUS MalieHTOB. [Ipu BBISIBICHUU MPU3HAKOB
BJl mokazaHo nmpoBeAeHHE KOMIUIGKCHOM TepaluM  BKJIIOYAIOMIEH  oOIue
MEpPOIPUATHSA (CM. BBIILIE) U MEAUKAMEHTO3HYIO MOJAEPKKY ¢ ucnosib3oBaHueM bAD

IIPY BBIPAKEHHOM TUIIEPCUMITATUKOTOHUH.



Hanuuue u BoipaxkeHHocTh B/l y nuil ¢ aucruiacTudeckumMu (peHoTUaMu He
UCKJIIOYAET HAJWYMsl y HUX JAPYTUX HAPYIIEHUH CO CTOPOHBI CEPAEUHO-COCYIUCTOM
CHUCTEMBbI, TAKUX KaK apUTMUH, apTepUalibHasi TUTIO- U TUIEPTEH3US.

Hapyuienust cepieyHoro puTMa ¥ MpoBOJIUMOCTH YaCThI CIYTHUK Pa3IMYHbIX
HHCT. B ocHoBe pa3BuTHs apUTMHUH HPHU ITUX COCTOSTHUAX JIEKAT KaK aHOMAJIMH
CTPYKTYpHl U (YHKIHMHU TPOBOMAIICH CUCTEMBI cepima (IucYHKIHS CHHYCOBOTO
y3Ja W  CHHOATPUAJIBHOM  30HBI, J00ABOYHBIE  MPOBOIAIIME TYTH H
Mex(GacCUUKYISIpHbIE COEAMHEHUs), TaK M T€ TEeMOJWHAMUYECKHE HapyIICHUS,
KOTOpbIE BO3HHMKAIOT TMPU PEryprutaiyy  KpOBHM H3-3a TMpoJiarica KiaraHoB.
OrnpeneneHHyto posib B pa3BUTUU HapylieHuil purma u npoBoaumoctu npu HHCT
MoryT wurpatb W BJl u HapymeHus OajaHca 3JIEKTPOJMUTOB (TUIIOMarHueMus,
runokanuemus). TepanmeBTUYecKass TAaKTUKa B KaXJIOM KOHKPETHOM cllydae
OTIPEENSIETCS XapaKTEPOM U BBIPAXKEHHOCTHIO apUTMUU, HAJTUYMEM COMYTCTBYIOLIEH
[aTOJIOTUH U METa0OJIMYECKUX HAPYILIEHUH.

4.5 HHCT u MKB X. I[TPUMEPHI JIUATHO30B

B MKB-X orpaxensl ocHoBHbie MoHoreHHele HHCT wu  Heckonbko
HACJIEICTBEHHBIX CUHAPOMOB, OTHeCEHHBIX K Tpyrne JICT:
Q 78.0 HecoBepiieHHsIi ocTeoreHes. BposkaéHHast IOMKOCTb KOCTEH.
Q 79.6 Cunmpom Dnepca-Ilanio
Q 87.4 Cunnpom Mapdana
| 34.1 Tlponanc MUTpaILHOTO KJIaraHa
M 35.7 'unepMoOWIbHBINA CUHAPOM Pa300ITaHHOCTH, U3JIMIIIHEN TOABUYKHOCTH.

CemeliHast c1a00OCTh CBSI30K.

[Ipn xoavpoBaHMM OUarHo3a y MalMEeHTa C CHHIpOMamMu U (EHOTUIAMU HeE
knaccuduimpoBanHsiMid B MKB (mapdanonnnas BHEMIHOCTh, Map(haHOMOA00HBIN
deHoTMn M JIp.) ClEOyeT WCMONb30BaTh BEAYIHME KIMHUYECKHE IPOSIBICHHUS,

pyopuduimpoBannsie B MKb. Jlns onmcanHus MONMOPraHHBIX MOPAKEHUH 3a4acTyIo



HEJIOCTaTOYHO OJHOro Imdpa, JUIlb COBOKYMHOCTh KomoB MKDB mo3Bossier oTpa3uTh
yHUKabHbII Habop npusHakoB HHCT y koHKpeTHOro namujeHra.

[Ipu ¢opmynupoBke auarHo3za naunuenta ¢ npusHakamu HHCT neobGxomumo
CTPEMHUTBCSI HA OCHOBAaHMUU PpPE3YyJbTAaTOB  OOCJIENOBAHMS  JIHarHOCTHPOBATH
JUCIIacCTUYeCKue cuHApoMbl U (eHotumnbl, a auarHo3 HK® wucnonb3zoBath s
CiIy4aeB, Korja KiaccupuuupoBaTh (EHOTHI HE MPEACTABISIETCS BO3MOXHBIM. B
ao0oM cimydae mpu (OpMYyIHMpPOBKE TUArHo3a CIeNyeT YKa3blBaTh HUMEIOIIUEcS Y
naimenta npusHaku JCT, dopmupys, Takum o0pa3oM, «IOPTPET» IMalMeHTa,
MOHSATHBIN Bpauy MOCJIEIYIOIIETO KOHTAKTA.

Huxe npuBeneHsl npuMepbl (pOpMyITMPOBKU AUATHO30B Y JIUIL C PA3IUUYHBIMU
HHCT.

A. Jlnaruno3 ocHoBHoi: Cunnpom Mapdana. AHeBprU3Ma BOCXOJIAIIETO OTAeNa
aoptel. IIponmanc wmwuTpanpHOro kinamana. [Ipomanc centajibHONM  CTBOPKH
TPUKYCIIHIAJIBHOrO KJIAIaHa.

Ocnoxnenusi: MutpanbHas peryprutauus Il crenenu. TpuxkycnujaanbHas
peryprutanus | crenenu. XXenynoukoBast S3KCTpaCUCTOJINS 11O TUITY TPUTEMUHUH.

B. Jluarno3 ocHoBHO#: Cunapom Onepca-llanno. Krnaccuueckuit Twi.
BropuuHblii mposanc MHUTpPaJbHOrO KianmaHa. AHEBpH3Ma MEKIPEICEPAHON
MIEPErOPOAKH.

OcnoxxHeHUs: MurpaneHass ~ peryprutauus I creneHw. Penxas
CYNPAaBEHTPUKYJISIPHAS SKCTPACUCTOIIUS.

C. [Huarno3 ocHoBHOi: MASS-dpenorun. IlorpanuyHoe pacuupeHue
BOCXOJAIIETO oTaena aoptel a0 37 wmMm. llpomanc MHUTpaIbHOTO KIIanaHa.
KuneBunnas nedopmarusi rpynHodt kierku. [IpomonbHoe mmockocronue 1 cCT.
Bucueponros.

Ocnoxuenusi: Mutpanesnas perypruranus I-1I crenenu.

D. J[IuarHo3 ocHoBHOW: CHHIpOM TmIpojlalica MUTPAJIBHOIO KJamaHa C

NpU3HAKAMH CHUCTEMHOTO BOBJICUEHHUS COCAUHUTENbHOW TKaHU (6 OaisioB).



Mapdanouanas BHeHOCTh. BoponkooOpazHas aedopmanusi rpyaHoit kietku I
CTEIEHU. ACUMMETPUYHBIN TPEXCTBOPYATHIM A0PTaJIbHBIN KianaH. MHOXECTBEHHbIE
XOpbI JIEBOTO XKENYT0YKA.

ComaTtodopMHas BereraTuBHas TUCHYHKITHS.

OcnoxHenusi: MutpaneHag peryprutauus Il crenenu. Ilpeacepanas
DKCTPACUCTOIIHS.

E. luarno3 ocHoBHOI: [lepBHUYHBI MHKCOMATO3HBIM MPOJANC MUTPAIBHOTO
kinanana. Kwiesunnas aedopmanusi rpyaHod kietku 1 cr. I'ppbxa OGenol JTUHUU.
[I'unepmobmibHOCTH cycTaBoB (4/9 no betitony);

Ocnoxuenusi: MutpanbHas peryprurtamus I crenenu.

F. quarno3 ocHoBHOM: CUHAPOM T'UNEpMOOUILHOCTH CYCTaBOB.

['ppIka NUIIEBOAHOTO OTBEPCTUS AUadparmabl.

ComaTodopMHas BereTaTuBHasi TUCPYHKITHUS.

Ocnoxuenus: [IpuBpIYHBINA BBIBUX MPABOTO JIOKTEBOI'O CyCTaBa

["actpoazodareansubiii peduroke Il crenenn. Xporudeckuit 330¢arur.

5. TAKTUKA BEJAEHUS U JIEHEHUE TALHUEHTOB C HHCT

Yeunusa uccnenoBarenend CEeroiHs HApaBJICHbl HA MOMCK I'€HHO-MHXKEHEPHBIX
METOJI0B JUIsl KOPPEKIMH TI'eHeTHYecKux nedekroB, yexamux B ocHoBe HHCT,
BwMmecre ¢ Tem, peanbHasi IOMOIIb NAIMEHTaM CETOHS JIEKUT B cpepe MpaKTUIECKOM
MEIULIMHBI U 3aKJII0YaeTcsl B pa3paboTKe OOIIMX MEPONPUATHN IO AUArHOCTUKE U
neuennto HHCT B uenom 1 MeTo10B Tpo(UIAKTUKH U JIEYEHUSI OTACIBbHBIX (POPM.

5.1 OBIIME ITOAXOAbI K JIEHEHMIO HHCT

Oomue mnoxxoasl k jedeHnto HHCT wu, mpexne Bcero, IUCIUIACTHYECKHX
(eHOTUIIOB ~ JOMKHBI BKJIIOYaTh B Ce0sl PEKOMEHAAlMK MO0 TCHUXOJIOTHYECKON
HOJICPKKE, PEKUMY JHS U JIBUTaTeNIbHOM aKTUBHOCTH, TUETOTEpanuu, GU3NIECKUM

MeToAaM JICYCHHs, MEIUKAMEHTO3HOW Teparuu MEeTa0OJMYEeCKOro Xapakrepa. ITo



OCOOCHHO BaXKHO i JuIl 1o 20 JieT, Korja Takue MEpPOIPHUATHS MOTYT OKa3aTh
CYIIIECTBEHHOE BIUSIHUE HA METa00IU3M COCTUHUTEIHHON TKaHH.

Hecmorpss Ha HemocraTtouHblii ypoBeHb jgokazatenbHOocTH (C mim D), Bcem
nanventam ¢ npuzHakamu HHCT pekomenayetrcss mpoOBOAUTH KYpPCOBBIE MPUEMBI
OCHOBHBIX TPYNI MPENapaToB IMPSIMO M OIMNOCPEIOBAHHO BO3JCHCTBYIOIIUX Ha
METa0O0IU3M COCIUHUTEILHON TKAHM.

1 Ipynna: cmumynamopul konnaceHooopasoeanus — sutamud C (ackopOMHOBas
KHUCIIOTA), KPOME CIIy4aeB KaJIbIIMYpUU U OKCAJIaTHO-KAJIBIIMEBOW KPUCTATYPHH,
KaJIbLIUTPUH, CTEKJIOBHIHOE TeNO, L-KapHUTUH, KapHUTHHA XJIOPHUJ, COJKOCEPHI B
couetaHuu ¢ BuTamuHamu rpynnel B (B;, B,, ¢donueBas kucmora, Bg) u
MHUKPOIJIEMEHTHBIMH J100aBKaMHU, COAEPKAIIMMHU UOHBI Cu2+, zn** Mg2+ , Mn?* u Ip.;

2 Ipynna: KOppeKmopbwl HapyueHusl cunmesa u Kamaobonusma
2NUKO3AMUHO2IUKAHO8 — XOoHnpouTuHcynbban, JJOHA (rmroko3amuHocynb(har),
BA/l, conepxamye rimmK03aMUHOTIIMKAHBI - TIIFOKO3aMUH, PYMAJIOH.

3 [Ipynna: cmabunuzamopvl MmuHeparvbHoco oOmeHa — anbda-Kanbluudepon
(ButamuH D;), kanbuui-Dz-Hukomen, Butpym kaabuuyM ¢ BHTaMHHOM D,
OCTEOTr'€HOH, KaJIbLIUMAKC U JP.

4 [Ipynna: KoppeKmopvl OUOIHEPSeMUUECKO20 COCMOSHUA — OP2aHU3Ma —
dochangeH, MUIIPOHAT, JIEUUTUH, U KOMILIEKCHl 3CCEHIIMAIbHBIX aMHUHOKHUCIOT
(xopepment Qio - Kynecan, L-xapuutun - Dnbkap, Jleuutun, JlenutuH-XonuH u
Jp.).

[IPUMEPHA I CXEMA KYPCOBO METABOJIMYECKOI TEPAIIUU

ITAIIUEHTOB C HHCT
1-ii xypc:
— Mmaenepom no 2 mabaemku 3 pasa 6 OeHv 8 meueHue | Hedenu, danee — 2-3 mabiemku 6
cymku 0o 4 mecayes;
— npoaun 0,5; no 1 kancyne 3 paza 6 oenwv 2 mecaya
— ackopbunosas Kucioma (npu OmMCYmcmeuu OKCANamypuu U cemMeuHo20 aHamHesa

Mouexkamennou bonesznu) 0o 0,6 2 6 Oenvb — 4 Hedenu;



— MULOpOHam 5 Ml pacmeopa 6/8 Ha aymokposu ediceonesno Ne 10, oanee — no 250 me 2 paza
6 OeHb 12 Onell;

— axkmogezur no 5-10 mn /6 cmpyiino Ne 10 edxceonesno, 3amem no 200 me 3 paza 6 denv
8HYmMpb nepeo eoou 4 Heodenu.
2-11 Kypc:

- cynvpam meou (BBITYCKAEeTCSI B COCTABE JIPYIMX MPENapaToB);

—cmpykmym kancyavt no 500 me; 2 paza 6 0eHv 80 8pemsi edvl 4 mecsaya;,

—kanvyuti-gpopme maoremxu 500 me/ cym 1-2 mecaya.

—mekcuoon 2-4 mn /6 cmpyuno na 10 mn uzomonuweckoeo pacmeopa nampus xaopuoa Ne 10

exceonesro, z3amem 0,25-0,50 2 6 cymku 6 2-3 npuema 0o 2-6 Hedenw.
3-1i kypc:

— yunkum maon. no 10 me; no 1 mabnemxe 2 paza 8 denv 2-4 mecsaya;

— npoaun 0,5 no 1 kancyne 3 pasza 6 denwv 2 mecaya

— npedykman 0,02 6 mabaemkax, no 1 mabaemke 3 paza 6 oenv 2 mecaya.

Kpome o00mux Mep, HampaBlIGHHbIX Ha  YyJAydlleHuss  MeTaboiau3mMa
COCIMHUTENFHON TKaHW, CJEIyeT WCIONb30BaTh IENbIA psJ  JIeYEeOHBIX U
NPOPUIAKTUUECKUX ~ MEPOMNPUATHN, KOTOPBIE OMNPEIENSIOTCI OCOOCHHOCTSIMHU
TE€UEHHUs OCHOBHBIX HACJIEyEMbIX CHHIPOMOB.

BereratuBnass aucpynkuus(B/[) sBusercs onHuM u3 Haubosnee SPKUX
KJIMHUYECKUX TPOsBICHUN cuHapoma MapdaHa u psga poOACTBEHHBIX €MY
¢ubpunnunonatuii. Peusr uner o mapdanonogodbuom denorure, cuaapome [IMK ¢
NpU3HAKAMH CHUCTEMHOTO BOBJICUCHUS COCIUHUTEIHHON TKaHW, MaphaHOUTHOU
BHemrHocTH ([opmon U.B. u ap., 1984, Gazit Y. et al.,2004, 3emmosckuii 9.B.2010).
Bricokass wacrora BJI, BuaumMo, 00ycCIIOBIIEHa HACIEAyEeMbIMH OCOOCHHOCTSIMHU
JUMOUKO-PETUKYIISIPHOTO KOMIUIEKCa, BKJIIOYAIOMIETO B ¢€0sl TUMOTAIaMyC, CTBOJI U
BUCOYHBIE J1oiM Mosra. [lo maHHBIM JHUTEpaTypbl y OOJIBIIMHCTBA MAIMEHTOB C
cuHapoMoM MapdaHa U pPOJCTBEHHBIMU €My (GUOPWIIMHOMATUSIMU BBISBIISETCS
MOBBIIIEHHBI  CUMMATUYECKUM TOHYC W/WIM  TIOBBIIIIEHHAs CHUMIIATHYECKas
peakTuBHOCTD. [Ipu BhIsIBiIeHUN npu3HakoB B/l moka3zaHo npoBeneHne KOMIUIEKCHON

Tepanuy, BKJIOYawImedn B cebs oOmue Meponpusitus (CM. BBINIE) U



MEAMKAMEHTO3HYI0 TOJJEPKKY C HCIIOJIb30BAaHUEM  aJ[peHOOJIOKATOPOB  MpH
BBIPAKEHHON THIIEPCUMITATUKOTOHUU.

[IpoBeneHne creuuagbHBIX MEPONPUATHNA, HANPABICHHBIX HAa MPOPUIAKTUKY
OCJIO)KHEHUI, HEOOXOAUMO MpPHU CHHIPOMAX, COMPOBOXKIAIOIIMXCA PpPaCUIMPEHHEM
aopThI, Pa3BUTHEM A0PTAIBHOW MU MUTPAJILHON pErypruTanuu.

5.2 PACCJIOEHUME U PA3PBIB AOPTEI ITPU CUHAPOME MAP®AHA

Cocyauctble MOpa)x€HUsi BeCbMa YacTO CONYTCTBYIOT Pa3iIMYHBIM (opmMam
HHCT. Peur uaer o pacuiupeHud aopThl W JIETOYHOW apTepuu, (POpMHUPOBAHUU
COCYIUCTBIX aHeBpu3M. Hambonee yacToil MpUYMHON pa3BUTHS AHEBPHU3MBI aOPTHI
apingerca cuHiapoM Mapdana. Kpome Toro psa  apyrux  3a0o0jieBaHMMA
COCJIMHUTEIBLHON TKaHW MOXET MPHUBOJIUTH K PACIIMPEHUI0 U AHEBPHU3ME AOPTHI.
N3BectHbl MyTanmu peuentopos TGFARI vim TGFBR2, xoTopble MOTYT IPUBOAUTH
K pasButuio cuHapoma Jlymca-/{utna. Cocymucteiii tom COJI, o0ycnoBieHn
mytanusimu B rene COL3A1, koaumpyromem komnared IlI Tuma, uyto cosmaer
IPEIPACIOIOKEHHOCTh K arpECCUBHBIM U IIMPOKO PaCIpPOCTPAHEHHBIM COCYAUCTBIM
3a0oneBaHusM. Pa3BuTHe aHEeBpU3MbI OpPIOLUIHOIO OT/AENa aopThl CBA3BIBAIOT C
BBICOKMM CBIBOPOTOYHBIM YPOBHEM TE€HACKMHA-X M YMEHBLIEHUEM €r0 COJAEPKAHUS B
aneBpu3Marndeckor Tkanu (Zweers M.C. u coasr., 2004).

Pa3peiBbI U paccioeHUE aHEBPU3MBI A0PThI €KETOAHO CTAHOBATCA MPUUYMHOMN
oT 1% 110 2% oT Bcex ciiyyaeB CMEpPTHU B MPOMBIIIIEHHO pa3BUThIX cTpanax u 50 000
cmepreii B CIHA (Pearson G.D. u coast., 2008). 3a nocieauue 40 jneT cpenHss
MPOJIOJKUTENIBLHOCTD JKU3HU Mpu cuHJipoMe MapdaHna Bo3pociia mpubJIN3UTEILHO Ha
onny Ttperb (Keane M, Pyeritz R., 2008). Drto crtaso BO3MOXHBIM, OJjaromaps
COBEPLICHCTBOBAHUIO JIMATHOCTUYECKON TEXHUKH, MEIMKAMEHTO3HOM TepaluH,
HAIpaBJICHHOW Ha CHIJKEHHE TEMIIOB MPOrPECCHU  PACLIMPEHHS]  AOPTHI,
CBOEBPEMEHHOMY BBISBICHHUIO MALMEHTOB IS NPOBEACHUS KapAHOXUPYPrHUECKHX
BMELIATENbCTB, a TAKKE COBEPLICHCTBOBAHUIO ONIEPATUBHON TEXHUKHU.

5.2.1 Taktuka BefeHus, NpoQUIAKTHKA U JICUCHUE



B cootBercTBHE ¢ mocieqHUMU pekoMmeHAanusMu AmMepukaHckoi Komnmeruu
kapauonoroB (2010) BceM mamueHTam ¢ cHUHApoMOoM Mapdana npu OTCyTCTBUU
NPOTUBOMOKA3aHUMA  JOJKHBI ~ Ha3HauaTbcsl  Oera-ajpeHoOsiokaTopbl  (Kiacc
pekomenaanuii 1 ypoBeHb JokazarenbHocTd B). Jlozapran Takke mOKazaH
naryreHTaM ¢ CHHAPOMOM MapdaHa 1l CHUKEHHSI CKOPOCTH PACIIUPEHHs a0pPTHI, B
OTCYTCTBUM  NPOTHUBOMOKAa3aHUM  (KJIacC  peKoMeHaaluid  2a,  ypOBEHb
nokazarenbHocTd B). Ilpu nunatanum aopThl MOKa3aH MOCTOSIHHBIN KOHTPOJIb 3a
ypoBHeM AJl, mpuem Oera-aapenobnokaropoB (bAB) HezaBucuMO OT Bo3pacTa.
[TpodunakTuyeckoe nedcTBUE ATOW TPYIIBI MpenapaTtoB HauboJiee BBHIPAKEHO MpHU
nuameTpe aopThl 6osiee 4 cm. DakTopaMu pUcKa pacclOeHUs a0pPThI CIIEYeT CUUTATh
yBEJIWYEHUE TMaMeTpa a0pThl HA YpOBHE CUHYCOB BanbcanbBbl Oosiee 5 M, ObICTpBIN
TEMIT HapacTaHus Auiatauuu aopTel (6osee 5% wnm 2 MM B rojl y B3pOCHbIX), a
TAaK)KE€ YyKa3aHUE Ha pacclioeHUWE aopThl y OJU3KUX POACTBEHHUKOB. JleTsm c¢
cugapoMoM Mapdana pekomeHAylOT auHamudeckoe OXoKI'-HaOmroneHue c
MHTEPBAJIOM B 6—12 MecsleB ¢ y4eToM AuamMeTpa KOpHs aopThl. B pekoMmeHaanusax
AHA ectpb ykazanume Ha wucciaenoBaHus H(OPEKTUBHOCTH Ha3zHAyeHUs Oera-
aJpeHOo0I0KaTOPOB AETSIM, KOTOPOE 00eCTIeYuBaIO CHIYKEHNE CKOPOCTH PaClINpEHUs
aoptsl Ha Qoue nmpuema bBAD Ha 0.2 mm/rog.

B coorBercTBue ¢ EBpomneiickumMu pekOMEHJALMSIMU IO BEIEHUIO B3POCIHbIX
NAIMEeHTOB ¢ BPOXKIACHHBIMU 3a0o0seBanusaMu cepana(2010) xupyprudeckoe jJeueHue
aHEeBPU3Mbl AOpPThl Yy TAIMEHTOB C cUHApoMOM MapdaHa wMoxkeT ObITh
peKoMeH0BaHo Tpu pazmepe aopThl 6osiee S0 mm (1C knacc). [Ipu pasmepax aopTbl
oT 46 1o 50 MM omepaTMBHOE BMEIIATEIBCTBO PEKOMEHIYETCSA B CIIydae TSKEION
A0OpTAJIbHOM WJIM MUTPAJIbHOM HETOCTATOYHOCTH, TPOTPECCUH Pa3MEPOB a0pThI OoJiee
2 MM B ToOJ, IUIAHUPYEMONl OEpEMEHHOCTHM WM JAHHBIX CEMEHHOro aHaMHe3a O
paccioernn aopthl. B coorBercTBHe ¢ Pekomenmanmsmu (2010) BMemmaTenscTBa Ha
aopTe y TMAalMEeHTOB C TEHETHUYeCKUMHU 3aboneBaHusMH (CUHApPOMBI Mapdana,

Onepca-anno, Jlyuca-Jlutiia a Takke MpH IBYCTBOPYATOM aOPTAIbHOM KIlaraHe)



JIOJDKHBI IJTAHUPOBAThCS Mpu pazmepax aopthl 40-50 mm (Kitace pexomenpanmii 1C).
Taxoke, eclii HMHIEKC IUIOMAAX KOPHS aopThl (7r2/poct cm2/m) mpeBbimaer 10,
TaKOMY TMaIlMEHTy IOKAa3aHO XUPYpPruyecKoe BMeENaTeabcTBO. JJisi MalMeHTOB C
cungpomoMm Jlyuca-Jlutna xupyprudeckas KOPPEKIHs aOpThl MOXKET ObITh
pEKOMEHI0BaHa B Cllydae MOATBepxkAcHHOW myTtammu B reHax |GFBR1 u 2 mpu
pazmepax aopthl 42 mMm o DxoKI" (BHyTpeHHsisa rpanuiia), win 44-46 mm o KT winn
MPT (xmacc pmokazarensctB 2aC). XuUpypruuyeckoe BMEIIATENbCTBO  JUIS
npoQUIAKTUKK PACCIOEHUSI M pa3pbhiBa aOPThl MOKA3aHO MPU €€ PACIIMPEHUH Ha
ypoBHe cunycoB Banbcanbbl 10 5.0 cm (Keane M.G. et al., 2008). bepementocts y
JuI ¢ cuHIpoMoM MapdaHa yBeTUYMBaET PUCK PACCIOCHHS A0PTHI.
5.3 TTEPBUYHBINI ITPOJIAIIC MUTPAJIBHOT'O KJIATIAHA
[lepBuunblii nponanc wmutpanbHoro kianana (IIMK), Onaromaps cBoeit

pacrnpoCTpaHEHHOCTH, JTOCTYMHOCTH JIJIsi TMATHOCTUKU U KJIMHUYECKOW 3HAYUMOCTHU
3aHuMaet ocoboe mecto cpeau HHCT. Bonpoce! Benenus nanuentos ¢ IIMK cranu
PEIMETOM PACCMOTPECHHSI AMEPUKAHCKON KOJUIETHH KapAHOJIOTOB U pabouei
rpymmsl AMepUKaHCKo# acconumaiuu cepaa (Bonow R.O. et al., 2006).

5.3.1 OcobenHocTH BeeHUs MAMEHTOB ¢ TiepBuIHBIM [IMK

bonpmmmacTBy mammentoB ¢ I[IMK mokasanel OOBIYHBIN 00pa3 >KU3HU U
peryisipHble pu3nuecKre TPEHUPOBKHU. B 0COOEHHOCTH 3TO OTHOCHUTCS K MallieHTam,
y kotopbix [IMK He compoBokaaeTcs KIMHHYECKON cummTomaTukoi (Zuppiroli A.
et al., 1995; Rosen S.E. et al., 1994). OrpannueHue 60ibIINUX (HU3UUSCKUX HATPY30K
WIM 3aHSITUH  COPEBHOBATENBHBIM  CIIOPTOM PEKOMEHJOBAHO TMPU HAIUYUU
YMEPEHHOW JuiaTaliy JIEBOrO JKEeIyJ04YKa, ero AUCHYHKUHUHU, HEKOHTPOIUPYEMOU
TaxXUapUTMUH, YUTHHEHUN nHTepBaia QT, CHHKONMAIBHBIX COCTOSHUSIX, PACITUPEHUN
xopHs aopThl (Fontana M.E. et al., 1991). Ilpu Hammumu w3omupoBanHoro ITMK
OEepEeMEHHOCTh HE TPOTUBOIIOKA3aHA.

beccumnromupix manuentoB ¢ [IMK u nammentoB ¢ [IMK 6e3 MP crnenyer

KIIMHUYECKU o0cnenoBaTh Kaxnaple 3—5 ner. IloBropHoe OxoKI' mccinegoBanue He



MOKa3aHO, U BBIMOJHAETCS TOJBKO MPH HAJIMYMKM MPU3HAKOB BBICOKOTO PHUCKA MPHU
nepBuuHoM OxoKI' uccrnenoBaHuu, a Takke B Cilydyae IMOJO3PEHHS HAa HAJIW4YUeE
3HauuMo MP wnum  wuHOro cepaeuHo-cocyaucToro 3aboneBaHus. llanueHTs
BBICOKOT'O PUCKA UJIM UMEIOIME YMEPEHHO BBIPAXKEHHYIO WIH TSKETYI0 MUTPAIbHYIO
HEJ0CTaTOYHOCTh JTOJIKHBI O0CIIEI0BATHCS HE pEKe OAHOro pasa B rof. Ilanuentam c
TSIKETION MUTPAIBHON HEIOCTATOYHOCTHIO, UMEIOIIUM KJIMHUYECKYI) CUMIITOMATHKY
WIM HapyIIeHWE CHUCTOJIMYECKOW (YHKIIMU JIEBOTO JKETyJ04YKa I[OKa3aHo
kapauoxupyprudeckoe jedenue (Bonow R.O. et al., 2006).

5.3.2 Jleuenue

[Tatments! ¢ [IMK u xanob6amu, 00ycioBIEHHBIMU MOBBIIIEHHEM TOHYCA WU
PEaKTUBHOCTH CHUMIIATUYECKOM HEPBHOM cHCTEeMbl (cepauedueHue, Kapaualirui,
OJIBIIIIKA), YacCTO MOJIOKUTEIIbHO PEearupyroT Ha Tepanuio OeTa-aJApeHO0I0KaTOPOB
(Schaal S.F. et al., 1992). B psae ciaydaeB AOCTATOYHO OTKA3aThCs OT TaKHX
CTUMYJIATOPOB KaK KO(EHH, aJIKOroJib U KypeHue. OpTOCTaTUYECKYI0 CUMIITOMATUKY
(mocTypanbHasi TUMOTCH3UST W CEpAIEOMEHHE) MOYKHO YMEHBIIUTH TOBBIIICHUEM
NOTPEOJICHHsI KUJIKOCTA W COJIU, HOIIEHUEM KOMIIPECCHUOHHOTO O€bs, B TSIKEIbIX
cy4yasx NpHEMOM MHUHEpalokopTukouaoB. Hapymienus putma MoryT norpe0oBaTh
nonoiHuTenbHOro jgeueHus (Bonow R.O. et al., 2006). DddexTuBHOCTH MpenapaToB
marauss npu nepBuyHoM I[IMK Obuta mokazana B paboTax OTEYECTBEHHBIX W
3apyOexHbix aBTopoB (AkaroBa E.B., 2010., Cremypa O.b. u ap., 1999,
Lichodzewska B. et al.,1997, ITmenuit A.P., 2008). Uepe3 miecTh MecsieB
peryispHoro npuema npenapara martepor (mo 1,0x3 pa3za B JeHb) HE TOJIBKO
HopManu3oBaiuch YHCC u ypoBeHb AJl, CHU3WIOCH YMCIIO 3MHU30[0B HAPYLICHUH
pUTMa, HO W JIOCTOBEPHO YMEHBIIWJIACh TIJIyOMHA MPOJAOMPOBAHMS CTBOPOK
MUTpaJIbHOrO KianmaHa. KpoMe Toro, OTMEuYeHbl 3HAYUTEIBHOE YMEHBIIEHUE
BBIPAKEHHOCTH U3MEHEHUI KOXKU U AECTPYKIUHU U 1€30pTraHU3alNK KOJIJIar€HOBBIX U

OJIACTHYCCKHUX BOJIOKOH. HpHBeI[eHHBIe JaHHBIC JalOT OCHOBAHHC OJIA ITPOBCIACHMUA



nanentam ¢ [IMK kypcoB Meraboiuyeckoi Tepamuu, BKIIOYAIOIIMX Mpernapar —
«Maruepor».

[Ipuem anermncanuImiIoBoil KUCIOTHI (75—325 Mr/cyT) mokazaH NalueHTam C
[IMK ¢ TpaH3UTOpPHBIMM HIIEMHUYECKUMH aTakaMH Ha CHHYCOBOM pHUTME U 0e€3
TpOoMOOB B JieBOM mpencepauu. [lepen HazHaAaueHUEM alleTUIICATUIUIOBON KUCIOTHI
HEO0OXOIUMO YOEIUTHCS B OTCYTCTBUH OKCAJaTypUU M YTOYHUTH JIAaHHBIE CEMEHHOTO
aHaMHe3a [0  TIOBOJly  MOYEKaMEHHOW  OoJyie3HH. [Ipy  Ha3HayeHHU
AlETWICAIMIUIOBOM  KUCJIOTHI TMAlMEHTHl JOJKHBI HM30erarb  ynorpeOiaeHus
OpaJIbHBIX KOHTPAIIENTUBOB M KypeHUs. [IpreMoM aneTwICalIuIMIOBON KHCIOTHI
MOHO OrpaHnunThes y nauueHToB ¢ [IMK, nepeneciimm HHCYIbT, HO HE UMEIOIINX
npusHakoB MP, ¢uOpumisiiuu npencepauii, TpoMOOB B JIEBOM MPEICEPAUH WU
yroiieHust (5 MM U 0Oojiee) CTBOPOK MUTPAJIbHOro KjamaHa. [Ilpy Hanuuuu 3TUX
OCJIOKHEHUM WM HEeA()PEKTUBHOCTU AlCTHIICATUIIMIOBOM KUCIOTHI TTOKa3aH MpUeM
Bapdapuna c nenessim MHO 2,0-3,0.

AHTHOMOTHKN JJI1 TPOPWIAKTUKA WH(PEKIIMOHHOTO JHIOKApAUTA MPU BCEX
MaHUMYJISAIHSAX COMPOBOXKIAIOIMMXCS OaKTepueMuen, HazHayaroT nanurerTram ¢ IIMK,
B O0COOCHHOCTM Tmpu Hamuuuu MP, yrommeHus CTBOPOK, YAJIMHEHHH XOPI,
JUJIaTalWy JIEBOTO KENyA04UKa WIN IPENCcEepaus.

XHUpypruueckoe  JI€YeHUWE  MOKa3aHO  MPU  TSHKEIOW  MUTPaIbHOMN
HEIOCTATOYHOCTH, CONPOBOXKIAIOMIEHCS  KIMHUYECKOW CUMITOMATUKOW WU
nunataned u cucronudeckor auchyukiuern JOK (KIP 6omee 40 MM, ®B mo
Cumricony wMenee 60%). B OonbmmnctBe cinywyaeB npu [IMK sddexktuBHa
PEKOHCTPYKTHBHAs onepauus (B 0OCOOEHHOCTH MpPH MOPAXKEHUH 3aJHEH CTBOPKHU) C
JYy4YUIUM JIOJITOBPEMEHHBIM MPOTHO30M IO CPaBHEHHUIO C MPOTE3UPOBAHUEM
muTpaigpHoro kianana (Bonow R.O. et al., 2006).

5.4 CUHIPOM SJIEPCA-JAHJIO, CUHAPOM I'MITEPMOBMJIBHOCTHU
CYCTABOB



Jleuenue cuHapomMa Onepca-/[aHiI0O 3aBUCUT OT KOHKPETHBIX IPOSBICHUH,
UMEIOIINXCS y TMalueHTa. BakHOe 3HaYeHUME MMEET 3aluTa KOXKH OT TPaBM U
BO3JICUCTBUSA MPSAMBIX COJTHEYHBIX Jydei. YUUTHIBAs BBICOKYIO PAHHUMOCTh KOXKH,
JICYCHHUE TPABM TpeOyeT OOJBINON OCTOPOKHOCTH, a MPODUIAKTHKA WH(DHUITMPOBAHUS
paHbl TpUOOpETaeT MEepBOCTENEHHOE 3HaueHue. HamoxkeHuwe IIBOB MOXKET OBITH
3aTPYJHEHO u3-3a MTOBBIIIIEHHOMN PaHUMOCTH KOYKHBIX MHOKPOBOB.
['unepMoOWIBbHBIA TUIT CUHApOMa Jnepca-JlaHio TpyAHO OTIMYUM OT CHHIPOMA
TUIEPMOOMIIBHOCTA ~ CYCTaBOB. YcmemHoe Jjedenue mnamueHtoB ¢ CI'MC
IpenoiaraeT CBOEBPEMEHHYIO JUATHOCTUKY M30BITOUHOM MOABUKHOCTH CYyCTaBOB U
oTpezieNieHre MPUOPUTETHBIX MpoOJieM MmanueHTa. Beaymumu MeponpusTusaMu Ipu
nedenun CI'MC sBnsiercsi KMHE30TEpanusi ¢ MWHAUBUIYATU3UPOBAHHBIM MOJ00POM
yOpa>XHEHUU, BBITIOJIHAEMBIX B JIOMAIIHUX YCJIOBUSIX JIJISi YKPEIUJICHUSI MBIIIEYHOTO
KOpceTa B ILEJIOM, TaK M MBIIIEYHOr0 amnmapara, OKPY>KAIOIIEro MpoOieMHbIe
cyctaBpl. C 3TOM LENBIO CIEAYET HCIOIB30BaTh COYETAHHE JAUHAMAYECKUX U
CTaTUYECKUX  ynpaxkHenmil. Heobxogmmo Takke BBIpaOOTKAa MPABUIHHOTO
cTepeoTUna JBWKEHUN y MalMeHTa U HMCIOJIb30BaHHE OpTe30B.  IIpu Hammuum
BBIPQXXEHHOTO 0O0JIEBOTO CHHApPOMA IMPOBOAUTCS KYypCOBOE (PU3NOTEpPAneBTUUECKOE
nedyeHue, ucnonb3yrorcss HIIBC.

5.5 APUTMUUN U BHE3AIIHA S CMEPTH ITPU HHCT

Hapyienus cepaedHoro putMa u IpoOBOJUMOCTH YaCThId CIYTHHUK Pa3IUYHbIX
HACJIelyeMbIX CHHJIPOMOB M JUCIUIACTHYECKUX (QeHoTunoB. HakomneHHbll 3a
NOCJIIEHUE TOABl MaTepual, CBUIACTEIbCTBYET, YTO HApPYyLIEHHs pUTMA U
IPOBOJUMOCTH OCOOEHHO XapakTepHbl Uil cuHApoMa Mapdana u psnga
poactBennbix emy HHCT. Peus uger o MII®, nepBuunom I[IMK ¢ npusnakamu
CHUCTEMHOT'O BOBJICUCHHSI COCIMHUTENBHON TKaHU U Map(aHOMaAHOW BHEmHOCTH. B
OCHOBE Pa3BUTHUS apUTMUI MPU 3TUX COCTOSHUSAX JIEKAT KaK aHOMAJIUHU CTPYKTYPbI U
GyHKIIMKM TPOBOAAIIECH CHUCTEMBbl cepana (IucyHKIUS CHHYCOBOTO Yy3Jia U

CUHOATPUATILHON 30HBI, J00aBOYHBIC MPOBOMAIINE IMYTH U MEK(PaCHUKYISIPHBIC



COCJIMHEHHUS), TAK U T€ I'€MOJMHAMHYECKUE HAPYIIEHHs, KOTOPhlE BOZHUKAIOT MpPHU
peryprutanuv KpoBH M3-3a MpoJjarca KianaHoB. OUpenesieHHYI0 pojb B Pa3BUTUHU
Hapymennit purma u nposoaumocty nmpu HHCT moryr urpate n B/l u Hapymenus
OaslaHca ANEKTPOIUTOB (TMIIOMArHUEMHUsI, TUITOKATUEMUS ).

TepaneBTrueckas TaKTUKA B KaKIOM KOHKPETHOM CIIy4dae ONPEAEIAETCs XapaKTEPOM
U BBIPAXXEHHOCTBIO  ApPUTMHUH, HAJW4YUEM  COIIYTCTBYIOIIEHM IIATOJIOTUH W
Mmetabonnyeckux HapymeHud. CreayeT MOMHMTb, YTO MPEayNpexaeHUE BHE3AMHON
CEepPACYHOM CMEPTU IMPU HACIEAYEMBIX CHUHIPOMAax JOJDKHO CBOAUTHCA K
cBoeBpeMeHHO nuarHoctTuke MOHOreHHbIXx HHCT, KOHKpETHBIX OUCIIACTUYECKUX
(eHOTUIIOB, BBIABIECHUIO y HHUX COCYAMCTBIX QaHOMAaJuil M, MpPEKIE BCETO,
pacliMpeHus aopThl, a TAKXKE KIMHUYECKH 3HAYUMBIX ApPUTMHUH, CBSI3aHHBIX C
HACJIEJCTBEHHBIMU KaHAJIONATHSIMHU.

3AKJIIOYEHUE

[narnoctuka u nedenne HHCT,- oguH U3 caMbIX CHOXHBIX Pa3JeioB
meauuuHckod Hayku. K HHCT oTHoOcATCS HE TOJNBKO pEIKO BCTPEYAOLIUEecs
MOHOT'€HHbIE ()OPMBI, HO U LIEJIBIN psAJl FTEHETUYECKHU HEOAHOPOIAHBIX, HO OJIM3KUX IO
CBOMM (DEHOTHIHMYECKUM M KIMHUYECKUM MPOSBICHUAM (HOPM, KOTOpBIE CIIETYET
Ha3blBaTh JUCIUIA3USAMM COCAUHUTEIBHOW TKaHWM. Ha oOcHOBe NpUHIMIIOB,
3aJI0)KEHHBIX B OCHOBY JMarHOCTUKU pa3iIWyHbIX MOHOreHHelx ¢opm HHCT
(Oonplie W Manble NPU3HAKM U KPUTEPUM JUATHOCTUKH, TMOHATHE CHUCTEMHOIO
BOBJICUCHHSI COCTUHHUTEIILHOW TKaHHM) CJIEIyeT BBIIENATh KiacCU(UIHPYEMbIe
moHorenHsie HHCT u aucruiactuyeckue (eHOTHUIIBI.

Bpau nomkeH ymeTb ONpeNenuTh IOKAa3aHus Uil MEIUKO-TEHETHYECKOIO
KOHCYJIbTUPOBAHHUsI, aThb PEKOMEHAALMU IO IUIAHUPOBAHHUIO CEMBH, ONPENEIIUTH
TaKTUKY BEJICHMS NALMEHTOB C PAa3JIMYHBIMM HACJIECACTBEHHBIMH HAPYLICHUAMH H
HaMETUTh IUIAH JICYEHUS, HAIIPABICHHOIO HAa KOPPEKIUIO BBISBICHHBIX HApYILIECHUM,
yIAydlleHHe  KauecTBa O KU3HHM, MNPOQUIAKTUKY BO3MOXKHBIX  OCJIOKHEHHIA.

JlanpHelilliee HAKOIUICHHWE 3HAHUM B 00JACTH JUATHOCTHKU PAa3IMYHBIX BHJIOB



HHCT, MHOroueHTpOBbI€ PaHAOMHU3UPOBAHHBIE HMCCIIEIOBAHUS, HANPABICHHBIE Ha
NMOUCK (PPEKTUBHBIX METOJIOB JICUCHUSI U MPO(PUIAKTUKU CTaHYT OCHOBAHHUEM JJISI
JATbHEUIIEr0 COBEPIICHCTBOBAHMS HAIIMX 3HAHUM B 3TOW 00JacTH MEIULIUHBI U

COBEPILICHCTBOBAHUS peKOMEHalui 1o guarnoctuke u jJedenuto HHCT.
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