BpoxaeHHbIC TUCILIA3ZHHA
COCIMHUTECJABLHOU TKAHU

Beimonauiaa: bekmaramoerona P.b.
681 p



I11an

 BBenenue

* OcCHOBHas 4acCTb
— DTHOIIATOrCHE3
— Knaccudukanms
— Cunapom Mapdana
— Cunapom Drepca-/lanmoca
— CHUMIOTOMBI COSIUHUTEIbHOTKAHHON AUCIIA3UM
— JlmarHocrtuka
— JledyeHue
— IIporuos

* 3aKJIFOYCHUE
* CIMCOK JTUTEpaTypPhI



BBenenue

* CoeIMHUTEJIbHOTKAHHAA AUCILIA3HS — IPyIINa
OJIUMOP(HBIX B KIMHUYECKOM OTHOILICHUH
NaTOJIOTMYECKUX COCTOSIHUIM, 00YCIIOBICHHBIX
HACJIEeICTBECHHLIMHU W BPOXKIACHHBIMU JIe(PeKTaMu
CHHTE3a KOJJIareHa U COIPOBOKIAOIIXCS
HapyIIeHUEM (PYHKIIMOHUPOBAHMS BHYTPECHHUX
OpTraHOB M OIIOPHO-JBUTaTEIILHOIO amniapara.
Haunbonee yacTo coeAMHUTEILHOTKAHHAS AUCILIA3HUS
IIPOSIBIISIETCS. NK3BMEHEHHUEM IIPOIIOPIUM Te€ja, KOCTHBIMU
nehopMalusIMU, THIEPMOOMIBHOCTBIO CYCTaBOB,
IIPUBBIYHBIMHM BBIBUXaMH, THIIEPIJIACTUYHOM KOXKEH,
KJIAITAHHBIMM TTOPOKAMHM CEPALIA, XPYIIKOCTHIO COCYIOB,
MBIIIICYHOM CIIa00CThIO.



TUOIIATOrcHE?R

e JICT Mop(oI0oru4ecKku XapakTepu3yeTcs
M3MEHECHUSIMH KOJIIar€HOBBIX, JIACTHUYSCKUX (pruOpmii,
[JIMKOIIPOTEHU 0B, IIPOTEOITIMKAaHOB U (hpuOpOoOJIaCTOB, B
OCHOBE KOTOPBIX JIEKAT HACIEIyEeMbIC MyTallui I€HOB,
KOAUPYIOIINX CUHTE3 U IIPOCTPAHCTBEHHYIO
OpraHMU3alHI0 KoJareHa, CTPYKTYPHBIX OCJIKOB U
O€JIKOBO-YTJICBOAHBIX KOMILJICKCOB, a TAK)KE MyTallM1
reHOB (PpepMEHTOB U KO(aKTOPOB K HUM. HekoTophie
MCCIEA0BaTEIN, OCHOBBIBASICH HA BHISBIISIEMOM B
46,6-72,0 % nadomrogenuit npu JACT gedunmre maraus
B PA3JIMYHBIX cyOcTparax (BOJIOCHI, SpUTPOLIUTHI,
POTOBAs KUAKOCTH), JOITYCKAIOT NaTOrCHETUYECKOE
3HAYEHUE TMIIOMarHUEMM U



Knaccudpukanus

CoenHUTENbHOTKAHHAS JUCIUIA3US MOAPA3ACIIIOTCS Ha:

— muddepeHupoBaHHbIC
— HenubdepeHIIMPOBaHHEIE.

K uncny nuddepeHnpoBaHHbIX JUCIIA3UH OTHOCATCS 3a00JIEBAHUS C
ONpPEAECICHHBIM, YCTAHOBJIECHHBIM TUIIOM HACJIEIOBaHUSI, YETKOM KITMHUYECKOU
KapTHUHOM, U3BECTHBIMU F€HHBIMU JIe(hEKTAMU U OMOXUMUYECKUMU
HapymeHusiMu. Hanbosiee THMMYHBIMHA OPEACTABUTEIISIMUA JaHHOW TPYIIIbI
HACJICICTBEHHBIX 3a00JICBaHUI COCIMHUTEIbHON TKaH! CITyXar:

— cuHApoM Jnepca-/anmnoca;

— cungapoM Mapdana;

— HECOBEPIICHHBIN OCTEOICHES;

— Myxkononucaxapuao3bl;

— CHCTEMHBIU A1aCTO3;

— JUCINIACTUYCCKUN CKOJIHNO3;

— cuHapoM buica (BpokaeHHast KOHTPAKTypHasl apaxXHOAAKTUIIMS) U .



Knaccudpukanus

* I'pynny HeauddepeHITUPOBAHHBIX COCAUHUTEIbHOTKAHHBIX
AUCILIA3UM COCTABISIOT PAa3JIUYHBIC ITATOJOT MU, YbH
(PEHOTUIIMYECCKHUE TTPU3HAKH HE COOTBETCTBYIOT HU OJTHOMY U3
auddepeHIUPOBaHHBIX 3a00JICBAHHUIM.

* [lo cTerneHu BBIPAXKEHHOCTH BBIACIISIOT CIEAYIOIIUE BUIbI
COECAIMHUTEILHOTKAHHBIX TUCIIJIa3UU;

— MaJjble (IIpU HaIU4YMU 3-X U 00J1ee (PEHOTUIHNYECKUX
IIPU3HAKOB);

— HW30JIUPOBAHHBIC (C JIOKAIHU3AUEH B OJJHOM OPraHe);

— COOCTBEHHO HACJIEICTBEHHBIE 3a00JIEBAHUS COCIUHUTEIHLHON
TKaHU.



Krnaccudukamus

* B 3aBucumocTH OT NpeodIIaIaloNUX JUCIUIACTUYECKUX CTUTM pa3nndaroT 10 ¢penortunnueckux
BAPUAHTOB COCAUHUTEIbHOTKAHHON JUCILIA3HU:

MapdanononobHas BHEIIHOCTH (BKJItOUaeT 4 1 0osee PEHOTUNMUYECKUX MPU3HAKA CKEJIETHOU
JMCTLIA3HN ).

Mapdanonono6bubiit peHOTHT (HETTOTHBIN HA00P MPU3HAKOB CHHApoMa Mapdana).
MASS-denoTtun (BktoyaeT nopak€Hue aopThl, MUTPAIBHOTO KJIallaHa, CKeJIETa U KOXKH).

[IepBUUHBIN TTpoOJIANIC MUTPATILHOTO KianaHa (xapakrepusyercs IxoKI -npu3nakamu MUTPaIbHOTO
npoJjarnca, U3MEHEHUSIMU CO CTOPOHBI KOXKH, CKEJIETA, CyCTaBOB).

Krnaccuueckuii anepconogoOHbii (heHOTHUI (HEMoNMHbIM HA0Op MPU3HAKOB CUHIpOMa Jrepca-
Jansoca).

['unepMoOUIIbHBIN 3J1epCcONnOA0OHBIN (PEHOTHUIT (XapaKTEPU3YETCA TUIIEPMOOUIBHOCTHIO CYCTABOB U
CONYTCTBYIOIIUMU OCIIOKHEHUSIMU —

MO/IBBIBUXAMH, BEIBUXAMH, PACTSKEHUSAMHU, TIJIOCKOCTOIUEM; apTPAITUSIMU, BOBJICUECHUEM KOCTEN U
CKeJIeTa).

['MnepMoOMIBHOCTB CyCTaBOB JOOPOKAaYeCTBEHHAS (BKJIFOUAET MOBBIIEHHBINA 00bEM JBUKEHU B
CycTaBax 0e3 3aMHTEPECOBAHHOCTU KOCTHO-CKEJIETHOM CUCTEMBI U apTparuil).

HenuddepenmupoBannas coeMHUTEIFHOTKAHHAS JUCIIa3us (BKItoUaeT 6 u 6onee
JTUCIIIACTHYCCKUX CTHTM, KOTOPBIX, OJTHAKO, HEOCTATOYHO IS TUATHOCTHKH
muddepeHIMPOBaHHBIX CHHIPOMOB).

IToBbIICHHAS AUCIIIACTUYCCKAs CTUIMATU3alUsA C IIPCUMYIICCTBCHHBIMH KOCTHO-CYCTAaBHBIMHA U
CKCJICTHBIMHU ITPU3HAKAMMU.

[loBbIlIEHHAs TUCIUIACTUYECKAS CTUTMATH3ALNS C TPEUMYILECTBEHHBIMU BUCIEPATIbHBIMU
pU3HAKaMU (MaJIbIMU aHOMAJIUSIMU CEpAA WIN APYTHX BHYTPEHHUX OPTaHOB).



CunapoMm Map@dana

* CunagpoM MapdaHa - CUCTEMHOE HEAOPA3BUTHE
COCJIMHUTEIbHOM TKaHU B SMOPHOHAJILHOM U
MOCTHATAJIbHOM MEPUOIaX, OOYCIOBICHHOE CTPYKTYPHBIMU
nedeKTaMu KOJIJIareHa U COMPOBOXKIAIOIIEECS
MIPEUMYIIECTBEHHBIM ITOPAXKEHUEM OIIOPHO-IBUTATEIILHOTO
armapara, a3, CepAC4YHO-COCYIUCTON CUCTEMBL. CHHIPOM
Mapdana - onHa u3 HanboIee pacIPOCTPAHECHHBIX
HACJICACTBEHHBIX KOJUIAr€HONMATUH CHHIPOMAIBHOIO
xapakrepa. Hactora BcTpedaemMocTy cuHapoma Mapdana B
MTOMYJISAILIMM HEBBICOKA: MO JIAHHBIM PA3JIMYHBIX AaBTOPOB
cocrapisieT 1 ciaydait Ha 10000-20000 yenoBek, 0e3 pacoBoi
Y [IOJIOBOU JIETEPMUHHUPOBAHHOCTH.



[Ipruunabl cuHApOoMa Mapdana

Cunnpom MapdaHa OTHOCUTCS K BPOXKIECHHBIM aHOMAJIMSAM, HACIEAYEMbIM 10 ayTOCOMHO-
JOMUHAHTHOMY THITY, C BEIPQXKEHHBIM IJIEMOTPOITU3MOM, BAPbUPYIOIIEH IKCIIPECCUBHOCTHIO U
BBICOKOW MEHETPAHTHOCTHI0. B ocHOBe cuHapoma Mapdana nexar mytauuu B rene FBN1,
OTBEYAIOIIEeM 3a CUHTE3 (PUOPUIUINHA — BAXKHEHUIIIET0 CTPYKTYPHOTO OeliKa MEKKIETOUHOTO
MaTpHUKCa, MPUIAIOIIETO ATACTUYHOCTh U COKPATUMOCTh COSAMHUTEILHON TKaHU. AHOMAJIUS U
nedunuT GpuoOprILIMHA pU cUHIpoMe MapdaHa mpUBOAIT K HApYILIEHUIO (POPMUPOBAHUS
BOJIOKHUCTBIX CTPYKTYP, TOTEPE MPOYHOCTH U YIIPYTOCTH COSAUHUTEILHON TKaHH,
HEBO3MOXHOCTH BBIJIEPKUBATh (DU3UOJIOTMYECKUE HArPY3KH. [ MICTOTOTMUECKUM U3MEHEHUSIM
B OOJIbIIIEH CTETIEHU MOJIBEPKEHBI CTEHKHU COCY/IOB AIACTUYECKOTO TUIA U CBA30YHBIN anmnapar
(B mepBy10 ouepeib, A0pTa U IUHHOBAS CBs3Ka IV1a3a, Coep Kallue HanOobpLIee KOJIUYECTBO
budpusnnHa).

upokuii peHoTUNUYECKUil ciekTp cuHapoma Mapdana (ot jerkux Gopm, TPyIHO
OTJIMYUMBIX OT HOPMBI JIO TSAKENBIX, OBICTPOIIPOrPECCUPYIOITNX ) OOBSICHACTCS
pazHooOpazuem mytaiuii B reHe FBN1 (6osee 1000 BuioB), a Tak)ke MPUCYTCTBUEM MyTallui
B IPYTUX reHax (Hampumep, B TeHe Tpanchopmupytoiero pakropa pocra - TGFBR-2). 1pu
TeHETUYECKOM HCClIeIoBaHUM B 75% ciydaeB cuHipoma MapdaHa BISBIAETCS CEMEUHBIN
THUII HACJIEJIOBaHUs, B OCTAJIbHBIX - MIEpBUYHAs MyTalus. PUCK poxkaeHus pedeHka ¢
cuHIpOoMOM MapdaHa Bo3pacTaeT C yBEJIMUYEHHEM Bo3pacTa oTia (ocoOeHHo mocie 35 jer).



Knaccudukamus cuaapoma Mapdana

* B 3aBHCHMOCTH OT KOJIMYECTBA MOPAKECHHBIX CUCTEM
BBIACIISIIOT HECKOJILKO (hopM cuHapoma Mapgdana:

— CTEPTYIO - CO CJ1a00 BBIPAXKEHHBIMUA U3MEHEHUSIMU B 1-2-X
CHCTEMAaX

— BBIPAKEHHYIO - CO CJ1a00 BBIpAKEHHBIMU U3MEHEHUSIMU B
3-x CHUCTCMaAX,; BbIPAXKCHHBIMH U3MCHCHHNAMMU XOTA ObI B 1-
Ol cucTeMe; BhIpaKCHHBIMHM U3MEHEHUSIMHU B 2-3-X 1 0oJice
CUCTCMaAx.

* CreneHp TSHKECTH M3MEHEHMI Ipu cuHApoMe MapdaHa
MOYKET OBITh JIETKOH, CpeIHEN U Tskenon. 1o
XapakTepy TeUueHUs TuPhepeHINPYIOT
IIPOrpPECCUPYIOIIMN U CTaOMIIbHBINM CUHAPOM MapdaHa.



Cumnromel cuHapoMa MapdaHa

* CunapoM MapdaHa xapakTepu3yeTcsl COYCTAaHHBIM MOPAKECHUEM
CKEJIeTa, a3, CEPICYHO-COCYAUCTON U HEPBHOM CUCTEM;
MHOT000pa3ueM NPOSIBICHUH, BApbUPOBAHUEM CPOKOB IMOSIBJICHUS
MEPBBIX MIPU3HAKOB 3a00JI€BaHUS; XPOHUUYECKHUM IIPOrPEIUCHTHBIM
TEUECHUEM.

* boabHbie cunapoMoM MapdaHa, Kak MpaBUIo, OTIIMYAOTCS
BBICOKMM POCTOM, OTHOCHTEIBHO KOPOTKHUM TYJIOBHUIIIEM C
HEIPOMOPHUOHAIBLHO JJIMHHBIMA TOHKHUMH KOHEYHOCTAMU
(I0TMXOCTEHOMEIINEN ) U YIJIMHEHHBIMU T1ayKOOOpa3HbIMU
najblaMu (ApaxHOJAKTHUIINEHN ); ACTEHUYECKUM TEIO0CI0KEHUEM CO
c1a00pa3BUTON MOAKOKHOM KJIETYATKOW M MBIIIIEYHON TUIIOTOHUEH;
JUIMHHBIM U Y3KUM JIMIIEBBIM CKEJIETOM (JoJauxoredanuei);
HaJINYMEM BBICOKOTO apKOOOPa3HOIro HEOa U HAPYIIICHUS
npukyca (rmporaarun). CpenHss JjvHa Tejia IPU POKICHUUN Y
MaJIBYUKOB C CHHAPOMOM MapdaHa cocTaBisieT 53 ¢,
OKOHYATEJbHBIN POCT — 191 cM; y 1eBOUYEK - COOTBETCTBEHHO 32,5
cMm u 175 cwm.






Cumnromel cuHapoMa MapdaHna

[Ipu cungpome Map@dana oTMedaroTcsi HapylieHue (QyHKIIMUA CYyCTaBOB
(runepMOOUIBLHOCTB); Ie(opMaLiks TPYIHOM

KJIETKU (BOPOHKOOOpa3Has Wi KuieBuaHas popma), nedopmMariusi mo3BOHOYHUKA
(cxosno3, ko3, KupOCKOINO3, TOJABBIBUXH U BBIBUXHU HIEWHOTO OT/IEIIA,
CIIOHIAJIOIUCTE3), @ TAKKE IJIOCKOCTONME U MPOTPY3Us BEPTIYKHOW BIAIUHBI.

CepaedHo-coCcyIucTas marojaorus, JOMUHUPYIOMIAS B KIIMHAYECKOW KapTUHE
cuHipoMa Mapdana 1 4acTo onpeAestonias ero uCXo, NposiBIsAeTCs 1ePeKTaMu
CTPYKTYPBI CTEHOK COCYJIOB 3JIaCTHYECKOIO TUIA, 0COOEHHO A0PThI U KPYIHBIX
BETBEU JIETOYHOW apTEPUH, MOPOKAMHU PA3BUTHS KJIANIAHHOTO anmapara u
eperopofiok cepana. MisMmeHeHus aopThl y OOJIbHBIX CUHIApOMOM Map@daHna
XapaKTEPU3YIOTCSA MPOTPECCUPYIOIINM PACIIMPEHUEM €€ BOCXOAAIIEN YaCTH U
KJIAAHHOTO KOJbla (auiaranyeil, aHHYJI0a0pTaIbHOM SKTa3uel) U aHeBpHU3MaMU;
MOPaKEHUE MUTPAITBHOTO KJIANIAaHA - MUKCOMATO3HOU JIETEHEPAIIMEN CTBOPOK,
MaTOJIOTUYECKUM YIJIMHEHUEM U Pa3pblBOM CTBOPOUHBIX XOP/I, 00BI3BECTBICHUEM
KJIAMIaHHOTO KOJIbIIa. Y TJ10/1a ¢ CUHApOoMOoM Map@aHa BO3MOXKHO

(hopMHUpOBaHUE BPOKICHHBIX IIOPOKOB CEP/LIA - KOAPKTAIIMU A0PThI, CTEHO3a
nerounou aprepuu, JIMIIIT u IMIKII. Opranndeckue u GyHKIIMOHAIbHBIE
U3MEHEHUS CEep/ilia U COCYZIOB Y OOIBHBIX CUHAPOMOM Mapdana 4acto
CONPOBOXKAAIOTCSI HAPYUICHUEM PUTMA (HAKETYTOUKOBOM U KETYTOUKOBOM
Taxukapauen, puopuuIsiuuei npeacepanii) U pa3BUTHEM UHPEKIIMOHHOTO
SHJIOKapAUTa



CuvMmnTomMmbl cuHapomMma MapdaHa
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CumnroMsel cuaapomMa Mapdana

Camas HeOnaronpusiTHas HeoHaranbHas popma cuHapoma Mapdana nposiBisieTcs B
KJIACCUYECKOM BapHaHTE YXKE IIPH POXKICHUHU, IPHBOIUT K

IPOTrPECCUPYIOLIEH CEpICYHON HEJOCTATOUHOCTH U JIETAIbHOMY UCXOJy Ha NEPBOM
roAy >KMU3HU peOCHKa.

Ji1s1 GonbIIMHCTBA ciiydyaeB cuHApoMa MapdaHa xapakTepHa naTojIorusi opraHa
3pE€HUs, BKIIFOYAIoIias OJM30pyKOCTh, BIBUX/TIOJABBIBUX (IKTOIMIO) XPyCTAIMKA,
YIUIOIICHUE U YBEJIMUCHHUE pa3Mepa POrOBUIIbI, TUIOIIIA3UI0 Pady>KHOU 000JIOYKH U
AJIMAPHON MBIIIIIBI, KOCOTJIa3Ue, U3MEHEHNE KaaruOpa COCYI0B CETYATKU. DKTOMHS
XpycCTallvKa rnpu cu"apoMme MapdaHna umeer JByXCTOPOHHUM XapaKTep, 4acTo
pa3BUBAETCA B BO3pACTE 0 4-X JIET U YCTOMUYHUBO MPOTPECCUPYET, yXYIIas
3pUTENIbHYIO (DYHKIIHIO.

[Ipu cunapome Mapdana HabIrOgAETCS TOPAKEHUE JIPYTUX CUCTEM U OPTraHOB:
HEPBHOM (9KTa3Msl TBEP/IOM MO3TOBOM 000JIOYKH, B T. Y. MOICHUYHO-KPECTIIOBOE
MEHUHTIOIIETIE), OPOHXOJETOYHOM (CIOHTAHHBINA MHEBMOTOPAKC, dM(puzemMa

JIETKUX, JbIXaTelIbHasi HEJJOCTATOYHOCTD), KOKH U MSATKUX TKaHEH

(arpodudeckue CTpun), peluIUBUPYIOLINE MaXOBbIe U OEAPEHHBIE TPHIKU, BBIBUXHU
U Pa3pbIBbI CBS30K, a TAKXKE SKTOMUS MOYEK, OMYIIEHUE MOYEBOTO MY3bIPs U

MaTKH, BAPUKO3HOE PACIIMPEHUE BEH U JIP.

XapakTepHsblil 111 cuHApoMa MapdaHa BRICOKHI BBIOPOC aapeHaTINHA MOXKET
CIIOCOOCTBOBATh OCTOSSHHOMY HEPBHOMY BO30YXKJICHUIO, THIIEPAKTUBHOCTH, a MHOTI/IA
Pa3BUTHIO HEOPAMHAPHBIX CIIOCOOHOCTEN M YMCTBEHHON OTapEHHOCTH.






Jlnarnoctuka cuHapoma Mapdana

* 3a AMarHoCTUYECKuEe KpuTepuu cuHapoma Mapdana oepyTcs
XapaKTepPHbIC U3MEHEHMS B Pa3JIMYHBIX CUCTEMAX M OpraHax; INIaBHbIMHU
(OONBIIMMHK) U3 HUX CUUTAIOTCS: AWIaTallksl KOPHSI/pacclioeHre
BOCXOJISIIIIEN YaCTH a0PThI, SKTOMHUS XPyCTaduKa U dKTa3us TBEPIOU
MO3TOBOM 000JIOYKH; KUJICBUIHAS/BOPOHKOOOpa3Has aedopMaliys
IPYAHOMN KJIETKH, TpeOyIoIlas XUpypruuecKoro JICUeHUs; OTHOIIICHHE
JUIMHBI BEPXHETO CETMEHTA Teja K HukHemy < (0,86 wim pazMaxa pykK K
pocty > 1,05; ckonno3 (> 20°) uiu COOHIMIONKNCTE3; OTPAaHUYCHUE
pasrubaHus B JJOKTeBOM cycTaBe (<1700); mI0CKoCTONHUE; IPOTPY3US
BEPTIY>KHOM BHaiMHBI. OCTaJbHBIC MIPOSBIICHUS OTHOCATCS K MaJIbIM
KPUTEPHUSM, & TEHETHYECKUE (CEeMENHBIE) TPU3HAKU — K JOMOTHUTEIbHBIM.
JI1s1 ycTaHOBJIeHUs IMarHo3a cuHapoma MapdaHna Heo0X0AuMO HaIu4uue
MUHUMYM 110 1-My OOJIBIIIOMY KPUTEPHUIO B ABYX CUCTEMAX OPraHoB U 1-r0
MAJIOTO - B TPETHEU; B CKEJIETHOU CUCTEME — MPUCYTCTBUE MUHUMYM 4-X
OOJIBIIIMX.

* Taxxe NpUMEHSIOTCS PEHOTUITNYECKUE TUATHOCTUYECKHE TECTHI,
ONPEACISAIONINE COOTHOIIIEHUE KUCTh/POCT (Mpu cuHApoMe Mapdana >
11%); nnmuny cpennero nmansna (> 10 cMm); uHAEKC TeocaoxeHus Bapru —
(macca tena, r/(poct, cM)X2 — Bo3pact, roanl/ 100, nomxHO ObITh <1,5);
TECT OOJILIIOTO ITAJIbIA Ha apaxXHOMAKTHIINIO, TECT OXBaTa 3amsCThb.




Jlnarnoctuka cugapoma Mapdana

* JlmarHo3 cunapoma MapdaHa OCHOBBIBAETCS Ha CEMEHHOM
aHaMHE3€, HaJIUYMH Y OOJILHOTO TUIIMYHBIX JUArHOCTHYECKHX
IIPU3HAKOB I10 pe3ybTaraM (PU3HUKaAJIbHOTO
ocmoTtpa, IKI' u OxoKI', opranemonoruueckoro u
PEHTIEHOJIOTMYECKOr0 00CIIeJ0BaHUs, MOJIEKY/ISIPHO-
TCHETUYECKOTO aHaJIu3a U JIaOOPaTOPHBIX UCCICIOBAHUM.

* Ilpu cungpome Map@dana onpeensercs Bo3pacTaHue (B 2 pa3a u
0oJiee) MOYEUHOM YKCKPEIUH META00IUTOB COCAUHUTEILHOMN
TKaHH: TJIFOKO30aMUHOIIMKAHOB U UX (pakiuid. MeTos mpsMoro
aBTOMATHU4YECKOr0o cekBeHnupoBaHus JJHK 1mo3Bosser mposecTu
IF€HETUYECKYIO HAeHTU(DUKauo myTanuii B rene FBN1.

* HeobOxomuma guddepeHnnanpaas JuariocTuka ¢ 3a00J¢BaHUSIMU,
BHEIITHE HAIIOMUHAIOIIUMHA CHHIPOM
MapdaHa: roMOLIMCTUHYPUEH, BPOKJICHHON KOHTPAKTYPHOU
apaxHOJakTWiInEH (CHHApoMOM buiica), HacieACTBEHHOM
apTpoodTanemornaruent (cuaapomom Crtukiepa), MASS-
CUHIPOMOM, CUHApOoMaMu Jiepca-Jlannoca, Jlonca-/{uta,
[IInpuHueHa—I ongdepra, ceMEMHOM SKTOMUEN XpycTaauKa U Jp.



Cunapom Jiepca - Jlannoca

* CunapoM Dnepca-JlaHioca (HECOBEPIIECHHBIN JECMOTEHES,
TUIIEPAIACTUYECKAs KOXKa), HApsAay C HECOBEPIIICHHBIM
OCTEOreHe30M, CUHJIpoMOM MapdaHa u ApyrumMu 3a00JIeBaHUSIMU,
OTHOCHUTCS K HACJICACTBEHHBIM KoJjijmareHonatusiM. CuHIpoM
Onepca-/lannoca HEOJHOPOJEH U BKIIFOYAET B CEOSI TETEPOTrCHHYIO
IPYNIy HACJAEACTBEHHBIX MOPAKEHUN COCAMHUTEIIBHON TKaH!
(COEIMHUTEIILHOTKAHHBIX JUCIIJIA31i), CBSI3aHHBIX C HAPYIICHUEM
OnocuHTe3a Oenka kosutareHa. I[IposBieHus: cuHapoma Jiepca-
JlaHJIOCa HOCSIT CUCTEMHBIN XapaKTep 1 3aTparuBaroT OMOPHO-
JABUTATEIIbHBIN alIlapar, KoXy, CEpACYHO-COCYIUCTYIO,
3pUTEIBHYIO0, 3yOOUYETIOCTHYIO U IPYTHUE CUCTEMBI.

* CH0XHOCTbh BEpU(PHUKALIMNA U HATUYUE JIETKUX (DOPM 3aTPYAHAECT
MOJTYYEHHUE TOYHBIX CBEJCHUN 00 UICTUHHOM pacipOCTPaHEHHOCTH
cuHApoMa Jiepca-JlaHiioca; 4yacToTa TMarHoCTUPOBAHHBIX
CpPEIHETSHKEIBIX clIydaeB cocTaBisieT 1:5 000 HOBOPOXKICHHBIM,
Tsokenbix Gopm - 1:100 000.



[Iprnunnbl cuHapoMa Inepca-Jlannoca

PaznuuHble BapraHThI CHHAPpOMa DJepca-Jlannoca pa3indaroTcs Mo TUIy
HaCJICIOBaHUs, TIEPBUYHBIM MOJIEKYJISIPHBIM U OMOXUMHAYECKUM JI€(DEKTaM.
OpnHako B OCHOBE BCEX KIIMHUYECKUX (DOPM JIeKaT MyTalluy I€HOB,

00y CJIOBIIUBAIOIIME KOJUYECTBEHHYIO WA CTPYKTYPHYIO TATOJIOTHIO
KoJutareHa. Ha ceromHsimHuil 7€Hb MOJIEKYJISIPHBIE MEXAHU3MbI CUHAPOMA
Dnepca-JlaHnoca yCTaHOBJIEHBI HE JJIs1 BCceX (hOopM 3a00JI€BaHUA.

Tak, n3B€CTHO, 4TO | TUIT CUHApPOMA XapaKTEPU3YETCA CHUKEHUEM AKTUBHOCTHU
(¢uOpoOIaCTOB, YCUIIEHUEM CUHTE3a MPOTEOITIMKAaHOB, OTCYTCTBUEM
(hepMEHTOB, OTBEUAIOIIMX 3a HOpMaJIbHBIN OMOCHHTE3 KojareHa. CHHAPOM
Onepca-/lannoca IV tina cBsizaH ¢ HEIOCTATOYHOCTBIO MPOAYKIIMK KOJUIareHa
III Tuna; mpu VI Tune 3a0oieBaHus UMEET MECTO HEOCTAaTOYHOCTh (pepMeHTa
JTA3BUITAAPOKCUIIA3HI, YYACTBYIOIIETO B TUAPOKCUINPOBAHNUY JIN3UHA B
MoJIeKyJ1ax npokosuiareHa. VII Tun o0ycinoBiIeH HapylIEHHEM MIPEBpAIlCHUS
IpoKoJuIareHa I tuma B koyutareH; X THI - MaTOJIOTUEHN MJIA3MEHHOIO
(buOpOHEKTHHA, YUaCTBYIOIIEr0 B OpraHu3aly MEKKICTOUYHOIr0 MaTpUKCa U T.
11

[TaroMopdosiornueckas KapTuHa MPU Pa3IMYHBIX TUIIAX CUHIpOMa Jjepca-
JlaHnoca xapakTepru3yeTcss HICTOHYEHUEM JIEPMbl, HAPYIICHUEM OPUEHTAILIUNA U
MMOTEPEN KOMIIAKTHOCTH KOJIJIAT€HOBBIX BOJIOKOH, PA3pacTaHUEM AIIACTUYECKUX
BOJIOKOH, YBEIIMYEHUEM YHCIIA COCYI0B U PACILIMPEHUEM UX MPOCBETA.



Knaccudukanmsa cuaapoMa Jiepca-
Jlanmnoca

Bcero Boinenstor 10 TunoB cuaapoma Anepca-lannoca, pa3indaromuXcs 10 TEHETUYECKOMY
nedexTy, xapakTepy HacaeqoBaHUs U KIMHUYECKUM MPOSIBICHUSIM. PacCMOTpUM OCHOBHBIE U3
HUX:

I Tun cunapoma Anepca-Jlannoca (KIaCCUUECKUN TSHKEJIOT0 TEUCHUS) — HAan0OJIee YacThIi
BapuaHT 3a0o0neBanus (43% ciaydaeB) ¢ ayTOCOMHO-IOMAHAHTHBIM TUIIOM HAacCJI€I0BaHUS.
Benymum cuMOTOMOM SIBIISIETCS TUIEPIITACTUYHOCTD KOXKHU, PACTKUMOCTb KOTOPOU 1O
CpPaBHEHHUIO C HOPMOH yBeau4eHa B 2-2,5 paza. XapakTepHa THIEPMOOUIILHOCTh CYCTaBOB,
HOCSIII[asi TeHEPAIU30BaHHbBIN XapakTep, 1eQopMaliuy CKeyeTa, MOBBIIIEHHAs! PAHUMOCTh
KOKH, CKIIOHHOCTb K HapYKHBIM KPOBOTEUEHHSIM, 00Pa30BAHUIO PyOIIOB, IIJIOXOMY
3KUBJICHUIO paH. Y 4acTh OOJBHBIX BBIABIISICTCS HATUIUE MOJITIOCKOIIOA00HBIX
IICEBIOONYXO0JIEU U BAPUKO3ZHOI'O PACIIMPEHUS BEH HUKHUX KOHEYHOCTEN. bepeMeHHOCTh y
EHIIUH ¢ [ Tumom cuaapoma Diepca-JlaHimoca 4acTo OCIOKHIETCS TPEKICBPEMEHHBIMU
ponamu.

IT Tun cunpoma Dnepca-/laninoca (Ki1acCU4eCcKui MITKOTO TEUEHHS) — XapaKTePU3yeTCsl
BBIIIICONUCAHHBIMU MPU3HAKAMH, HO BHIPAXKECHHBIMU B MEHBIIICH CTENEeHU. PacTsHKMMOCTD
KOXKM MPEBOCXOUT HOPMaJIbHYIO JuIh Ha 30%; runepMoOnIbHOCTh OTMEUYAETCS
MPEUMYIIECTBEHHO B CyCTaBaX CTOI U KUCTEM; KPOBOTOUMBOCTh U HAKJIOHHOCTh K
pyOlIeBaHUIO HE3HAYUTEIbHBI.

III Tan cunapoma Diepca-JlaHioca — UMEET ayTOCOMHO-JIOMUHAHTHOE HACJIEI0BaHHUE,
n00pokadyecTBeHHOE TeueHue. KilmHudeckre nmposBICHUS BKIIOYAIOT TeHEPATM30BaHHY O
MOBBIIIIEHHYIO TTOABMYKHOCTh CyCTaBOB, CKEJIETHO-MBIIIeUHBIC AedhopMmanini. OcTalbHbIC
MPOSIBJICHUSI (TUTIEPATACTUYHOCTD M pyOIleBaHUE KOXKH, TeMOpPPAarui) MUHUMAJIbHBI.



IV tun cunpoma Dnepca-Jlannoca — BCTpeyaeTcst peliko, MPOTEKAET TAKEI0; MOKET HACIEA0BaThCS Pa3IuYHbIMU
NyTSIMH (JIOMUHAHTHO WJTU PELIECCUBHO). [ UnepanacTUuHOCTh KOKM HE3HAYUTENIbHA, OTMEUAeTCs MOBBIIIICHHAs
MOJIBU’KHOCTD TOJILKO CYCTaBOB MajbleB PYK. Beayum nposiBiieHneM JaHHOTO TUIa 3a00J1eBaHus SIBISETCS
reMOppParuyeCcKuil CHHAPOM: CKJIOHHOCTh K 00pa30BaHUIO SKXMMO30B, CHOHTAHHBIX T€MAaTOM (B T. 4. BO BHYTPEHHUX
opraHax), pa3pblBaM IOJIBIX OPTAaHOB U COCY/OB (B T. 4. a0pThl). COMPOBOXKIAETCS BHICOKOM JIETAIBHOCTHIO.

V tun cunapoma Dnepca-Jlannoca — umeeT X-CLENIEHHOE PEIIECCUBHOE HACIEAOBAHUE. XapaKTEPU3YETCS
MOBBIIIIEHHON PACTKUMOCTBIO KOKH, YMEPEHHO BBIPAXKEHHBIMU THIIEPMOOUIIBHOCTHIO CYCTaBOB, KDOBOTOUMBOCTHIO U
PAHUMOCTBIO KOXH.

VI tun cunapoma Dinepca-/lannoca - HacaeayeTcsl 1o ayTOCOMHO-pelecCuBHOMY TUIy. KpoMe rumnepanacTuyHOCTH
KO>KH, HAKJIIOHHOCTH K KPOBOTEUECHUSIM, IOBBIIEHHOW MOJIBUKHOCTHU CyCTaBOB, UMEIOTCSI MBILIEYHAsI TUIIOTOHHS,

TSKENBIA KU(OCKOINO03, KOCOIANOCTh. XapaKTepHo yepToit cunapoma Dnepca-Jlannoca VI tuna siBisieTcs ria3Hon
CHUHJIPOM, TIPOSIBIISIFOIIIUICS OIM30PYKOCThIO, KEPATOKOHYCOM, KOCOIIa3UeM, [IayKOMOM, OTCIONUKON CETYaTKU U T. .

VII Tun cunpoma Dnepca-Jlannoca (apTpokinaszusi) - HacIeAyeTcs Kak ayTOCOMHO-IOMUHAHTHO, TaK U ayTOCOMHO-
peueccuBHO. KIIMHUYECKYIO KapTUHY ONpEAeieT HU3KUIM POCT MAIllMEHTOB U TUIIEPIOABUAKHOCTh CYyCTaBOB,
MPUBOJIAIIAS K YACTHIM MPUBBIYHBIM BHIBHXAM.

VIII tun cunapoma Inepca-/lannoca — npeuMyIecTBEHHO HACIIEyeTCsl ay TOCOMHO-IOMUHAHTHO. Beayyto pons B
KJIIMHUKE UTPACT XPYNKOCTh KOKU, BHIPAXKEHHBIN EPUOJIOHTHUT, IPUBOASAIINN K paHHEH notepe 3y0oB.

X Tun cuHspoma Jnepca-Jlannoca — xapakTepusyeTcsi ayTOCOMHO-PELIECCUBHBIM HACIIEIOBAHUEM; YMEPEHHOM
TUMEPITACTUIHOCTHIO KOXKHU U TUIIEPMOOUIIEHOCTRIO CYCTAaBOB, CTPHUAMU (TIOJIOCOBUIHON aTpodueil KoyKK), HapyIIIeHUEM
arperaiuy TpoOMOOIIUTOB.

XI tun cunapoma Anepca-/lannoca — uMeeT ayTOCOMHO-IOMUHAHTHBIN TUIT Hacle0BaHUs. Y OOJbHBIX OTMEUAIOTCS
pPeLUIUBUPYIOIINE BEIBUXH IIJICYEBBIX CYCTABOB, BEIBUXHY HAJIKOJICHHUKA, BCTPEUaeTCsl BPOXK/ICHHBIN BBIBUX Oe/pa.

IX Tun (X-crierieHHbl BApUaHT BSJION KOXKHW) B HACTOSIIEE BpEeMs UCKIIIOUEH M3 KJIacCU(PUKALIMU CUHIpOMA Depca-
Haunnoca. B coBpemenHOM BapuaHTe Kiaccudukanuu cuiapoma dmnepca-Jlaninoca paccMaTrpuBaeTcsi 7 OCHOBHBIX TUIIOB
3a00s1eBaHuUs:

kiaccuueckuil (tunsl [ u II)

runepmoOunbHbIN (Tt I1T)

cocyaucTeii (Tun V)

kudockonmnos (tun VI);aprpoknasus (tun VIIB); nepmocnapakcuc (tun VIIC); HemocTaTok TeHacmHa-X






CUMIOITOMBI COEIMHUTEITHLHOTKAHHOU
Buemnue (hpeHoTUIMYECKHE) TPU3HAKU coeMe%M%%%%awn IIPEACTABIEHBI KOHCTUTYIMOHAIIbHBIMHU

0COOCHHOCTSIMHU, aHOMAJTUSIMH Pa3BUTHS KOCTEH CKeJleTa, KOKH U Jp. [lalieHTsI ¢ nuciia3uei CoeIMHUTENbHON TKaH!
MMEIOT aCTEHUYECKYI0 KOHCTUTYLIHIO:

—  BBICOKHUH POCT,
—  y3KHE IJIeYH,
—  Jpeduuut Macchl Tena.
Hapymenust pa3BUTHSI OCEBOI0 CKeJIeTa MOTYT ObITh ITPEICTABIICHBI:
—  CKOJIMO30M,
—  kudo3om,
—  BOPOHKOOOPA3HOW MM KHJIEBUIHOU JeOopMaIUsIMU TPYIHOMN KIIETKH,
—  IOBEHWJIbHBIM OCTEOXOH]IPO30M.
KpanuonedanbHble CTUTMBI COEIMHUTEIbHOTKAHHOW JUCIIIA3UM HEPEIKO BKIIIOYAIOT:
—  ponuxoriedanuio,
— HapyuleHus MpUKyca,
— aHoMaJiuu 3yOOB,
— TOTHYECKOE HEOO,
— HecpallleHue BepxHel ry0onl 1 HEOA.
ITarosorust KOCTHO-CYCTaBHOM CUCTEMBI XapAKTEPU3YETCHA:
—  O-o6paznoit nnu X-o06pa3Hoit gedopmalirein KOHEYHOCTEH,
—  CHUHJAKTHJIHEH,
—  ApaxXHOJAKTHUIIMEW,
—  TUNEPMOOWIBHOCTBIO CYyCTaBOB,
—  IUIOCKOCTOIIMEM, CKJIOHHOCTBIO K TPUBBIYHBIM BBIBUXAM U MOABBIBUXAM,
— mepenaomaM KOCTEH.



CUMIITOMBI COEITMHUTEITLHOTKAHHOU
TUCIIJIa3un

Co CTOPOHBI KOKHBIX ITOKPOBOB OTMCHACTCA:

— TOBBIIICHHAS PACTHKUMOCTD (TUNEPITACTUIHOCTD )

— WJIM, HAIIPOTUB, XPYIKOCTh U CYXOCTh KOXKH.

— CTpHH,

— MUIMEHTHBIC MATHA JIMOO OYaru AeNUrMeHTaluu,

— COCYIUCTBIE AE(PEKTHI (TEICAHTUIKTA3UN, TEMAHTUOMBI ).
CnaboCTh MBIIIEUHON CUCTEMBI IPU COECTUHUTEIbHOTKAHHOM
AUCIIIA3UN O6YCJ'IOBJ'II/IB21€T CKJIOHHOCTD K:

— OIYIIEHHUIO U BBINAJICHUIO BHYTPEHHUX OPraHOB,

— TpbIXawm,

— MBIIIEYHOU KPHUBOIIIEE.

N3 apyrux BHENIHUX MIPU3HAKOB COCIMHUTEIbHOTKAHHOU
IVCIUIa3UHU MOT'YT BCTPEYAThCAd TAKME MUKPOAHOMAJINU, KaK:

— THUIO- WIU TUIIEPTEIOPU3M,

— JIOTIOYXOCTb,

— aCUMMETpPHS YIIEH,

— HH3Kas JMHHS POCTa BOJOC Ha JIOY U IIee U JIp.



CUMIOTOMBI COETUMHUTEILHOTKAHHOM
NCILIA3UU

BucuepanbHblie nopaxeHusa np%TLeKaroT C 3anHTepecoBaHHoCTbIO LIHC n BeretatneHom
HEPBHOW CUCTEMBbI, PA3SINYHbIX BHYTPEHHWX OpraHos. HeBponornyeckune HapyLLeHus,
CONyTCTBYKOLWME COeaANHUTENBbHOTKaHHOW gMcnna3nm, XxapakTepuayrTcs:
—  BEereTo-cocygmcTon AUCTOHMEN,
— acTeHuen,
—  3Hypesom,
—  XPOHWYECKOW MUTPEHbLIO,
—  HapyLleHuem peuu,
—  BbICOKOW TPEBOXXHOCTbLIO M SMOLIMOHANbHON HEYCTONYNBOCTLIO.
CuHAPOM coeanHUTENBHOTKaHHOW aMcnnasum cepaua MoXeT BKIovaTh B cedsi:
— fponanc MUTpanbHOro Knanaxa,
—  OTKpbITOE OBaribHOE OKHO,
—  rMnonnasuio aopTbl K TIEFOYHOrO CTBONMA,
—  yAJlIMHEHNE 1 N36bITOYHYIO NOABWXHOCTb XOPA,
—  aHeBpPM3Mbl KOPOHAPHbIX apTepun UM MeXnpeacepaHon Neperopoaku.
CneactBmem cnabocTn CTEHOK BEHO3HbIX COCY0B CINYXXUT pa3BuTue:
—  BapPMKO3HOro pacLUMPEeHUst BEH HUXKHUX KOHEYHOCTEN 1 Manoro Tasa,
—  remoppou,
— Bapwukouere.
[MauneHTbl C cCoeaUHUTENBbHOTKAHHOW Aucnnasmen UMeKT CKIMOHHOCTb K BO3HUKHOBEHWUIO :
— apTepuarnibHOM rmnoTeH3nu,
—  apuTMun,
—  aTPMOBEHTPUKYNAPHbIX N BHYTPUXKENYy404KOBbIX Briokag,
—  Kapguanrmn,
— BHe3anHou cMepTu.



CUMIITOMBI COSAMHUTEILHOTKAHHOU
JTUCILIA3UU

KapauanbHbIM IPOSBICHUSAM HEPEJIKO COMYTCTBYET OPOHXOJIETOUHBIN
CUHAPOM, XapaKTEPUIYIOIIUNCI HAITNUYUEM

— KHCTO3HOW T'MMOIIa3UM JIETKUX,

— OpOHXO0ZKTAa30B,

— OyIuie3Hon SMpuU3eMbl,

— TIOBTOPHBIX CIIOHTAHHBIX ITHEBMOTOPAKCOB.

XapakrepHo nopaxenue JKKT B Buze:

— ONYIICHUS BHYTPEHHUX OPTaHOB,

— JIMBEPTHUKYJIOB IMHUIIEBO/A,

— TacTpon3odareanbHOro pedirokca,

— T'PBDKH MUIIEBOTHOTO OTBEPCTHS Aradparmeol.
TUNUYHBIMU POABIIEHUSIMU NATOJIOTUU OpraHa 3pEHUs IIPU
COECOUHUTEIbHOTKAHHON OUCILIA3MU CIIyKaT:

— OJIU30PYKOCT,

— aCTUTMaTHU3M,

— JIaJTbHO30PKOCTb,

— HHCTarM,

— Kocorasue,

— BBIBUX U IIOJIBBIBUX XpyCTaJIHKa.



CUMIITOMBI COETMHNUTEIILHOTKAHHOM
TACTIIa3UH

Co CTOPOHBI MOYEBBIJICTUTEIIBHON CUCTEMBI MOXXET OTMEYAThCS:

— HedponTo3,

— HEJEpXKaHUE MOYH,

— MOYEYHbIC AHOMAJINM (TUIIOILIA3Us, YABOCHHE, TOJKOBOOOpa3Has MOYKa) U .
PenpoaykTuBHbIE HAPYIICHUS, ACCOLIMUPOBAHHBIE C COCIMHUTEIBHOTKAHHOM
IWCILIa3Ue, Y )KSHIIUH MOTYT OBITh IPE/ICTABICHBI:

— ONYIIEHUWEM MAaTKH U BIlarajuiia,

— METPO- U MEHOPPArueu,

— CaMONpPOU3BOJIbHBIMU a0OpPTaMH,

— TIOCJIEPOJOBBIMU KPOBOTEUCHUSMU;

Y My>X4YHUH BO3MOXKXEH KPUIITOPXU3M.
Jluia, MeroIIe MPU3HAKU COEIMHUTEIIBHOTKAHHOW TUCIIJIA3UU, CKIIOHHBI K
YaCTbIM:

— OPBH,

— QJUIEPTUYECKUM PEAKIIUSIM,

— TEMOPPArHYECKOMY CHHIPOMY.



JlmarHocTuka

e Jl1st 0ObeKTUBHOM OLICHKH T'€HEPaIN30BaHHON TMIIEPMOOUILHOCTH
CyCTaBOB UCHOJB3YOTCS KpUTepuu bentoHa .

* [Ipusnaku cunepmobunvHocmu cycmasos (kpumepuu belimona)

— IlaccuBHOeE crubanue nsAcTHO-(GAIaHTOBOIO CycTaBa S5-ro Ialblia B 00€
CTOPOHBI.

— IlaccuBHoe crubanue 1-ro nanpiia B CTOpOHY NPEAIICYbs TP CTHOAHUU B
Jy4e3aIsiCTHOM CYCTaBe.

— Ilepepasrubanue mokTeBOro cycrana cBoiiie 10 rpas.

— Ilepepasrubanue koneHHOTO cycraBa cBhiie 10 rpas.

— Haknon Bnepes nmpu GUKCHPOBAaHHBIX KOJCHHBIX CYyCTaBax, Py 3TOM
JJaJJOHU JOCTHUTAIOT IOJIA.

* ['unepMoOMILHOCTH OLICHMBAIOT B Oajiax: 1 Oami o3HavaeT
11aTOJOrNYECKOe Mepepa3rudaHre B OJJHOM CyCTaBe Ha OJHOM
CTOpOHE. MakcuMalibHasl BEJIMUMHA TTOKA3aTeNsd, YUYUThIBas
JIBYXCTOPOHHIOIO JIOKAJIM3alMIo, - 9 6amioB (8 - 3a 4 nepBhIX IIYHKTA
u 1 - 3a 5-i1 nyHkT). Ilokazarens ot 4 10 9 0aIOB pacieHUBAETCS
KaK COCTOSIHHE TUIIEPMOOUIHBHOCTH.



Jluarnocruka

Jluaenocmuyueckue kpumepuu 1'C (Brighton, 19982)
bonvuiue kpumepuu:

Cuer no mkasne beiitona 4 u3z 9 uiu 6osee (Ha MOMEHT OCMOTPA WJIM B MPOIILJIOM).
Aptpainrus 6osiee 3 mec B 4 cyctaBax u OoJiee.

Manvie kpumepuu.

Cuet no mkane beitona 1-3 u3 9 (0-2 gns mronent crapiie 50 aer).

Aprtpanrus B 1-3 cycTaBax uiu JromoOanrus 0ojee 3 MecsIeB, HaIuure
CIIOHWJIONN3A, CIIOHIWIOIMCTERA.

BoiBuX1/TIOABRIBUXH 00Jiee YeM B 1 cycTaBe WM TOBTOPHBIN BBIBUX B OJTHOM
CyCTaBe.

[lepuapTukynspHbie MopaxkeHUs 0ojee 2 JoKaIu3anuii (SIMMKOHIUINT, TCHOCHHOBHT,
OypCHT U T.JI.).

MapdaHou1HOCTb (BBICOKHI POCT, XyAOIaBOCTh, COOTHOIICHUE pa3Max pyK/pocT
ooxee 1,03,
COOTHOIIICHNE BEPXHUI/HUKHUN cerMeHT Tesia MeHee 0,83, apaXHOIaKTUIIuA).

AHoMaJIbHasl K0)kKa: TOHKOCTh, TUIIEPPACTHKUMOCTbD, CTPUM, aTpO(UUYHBIEC PYOIIbI.
[ ma3HbIe MPpU3HAKW: HABUCAIOIINE BEKHU WA MUOTIHS.

Bapuko3Hble BEHbI WJIU TPHDKHU UM OMYIICHUE MATKW/ IPSMOM KUIIIKH.



Knunuueckue NPOA6JTCHUA U
NOMEHUUAIbHbBLE OCJIOHCHEHU IC

Ocmpule (mpasmamuueckue)

PCHI/I,Z[I/IBI/IPYIOHH/IC IIOJABBIBUXHU B
TI'OJICHOCTOIIHOM CYCTaBC.

Pa3pbiB MEeHUCKA.
Yacreie nepeaoMbl KOCTEN.

OcTpbie UK pEUINBAPYIOIINAE
NOABBIBUXU ILJIEYA,
HAJIKOJICHHUKA,
MsICTHO-(paTaHTOBOIO, BUCOYHO-
HUKHEYETFOCTHOTO CyCTABOB.

TpaBmaTu4eCcKue apTPUTHL.

Xponuueckue (Hempasmamuueckue)

ONUKOHIUIIUT.

TenauHUT.

CuHIpOM POTAaTOPHON MAaHXETHI IIJIeYa.
bypcwur.

ONU301MYE€CKHE FOBEHUIbHBIE apTPUTHI (CHHOBHTHI)
KOJIEHHBIX CyCTaBOB
(6€3 MpU3HAKOB CUCTEMHOW BOCHAJIMTEILHON PEAKIINH).

Hecnenududeckue apTpairuu.

Cxomnnos.

bous B ciune.

XOoHAPOMAISIMS HAJIKOJICHHUKA.

OcteoapTpos.

OubdbpomMuanrus.

JIuchyHKIUS BUCOYHO-HUKHEUETIOCTHOIO CyCTaBa.
KaprnanbHblii 1 Tap3alibHBIA TYHHEIIBHBIA CUHIPOMBL.
AkponapecTe3usi.

CuHIpOM TPYTHOTO BBIXOAA.

[Timockocronue.

Cungpowm Peiino.

3aznepKKa MOTOPHOTO pa3BUTHs (Y ETEM).
BpoxneHHsiil BBIBUX Oejipa.



Knunuueckue nposienenus u
OUACHOCIMUKA

Broncs sokn Hecaeaonannexpoan  Coormercrayiomes  Hecseaomamme xponm
€ HecIeICBAHNCN KoLTArcHa TR LOELY Monesyaapaisaii obcaesosanne Tenascin X
Moaexyaspunit aieams asams EBN1 B CMBOPOTKE

COL1A1, COLIAZ, COL3A1, COLSAL,
COLSAZ



Jleuenue

Cnenuguyueckoro JIeYeHUs! COSTMHUTEIbHOTKAHHOM IUCIITIa3uU HE
cyuiecTByer. [lanmenTaM peKOMEHyeTCs IPUIEPKUBATHCSA PALIMOHAIIBHOTO
peKrMa JIHS ¥ IUTAHUS, 03I0POBUTEIBHBIX (PU3NUECKUX HArpy30kK. C
[EJIbI0 aKTHBHU3AIIMU KOMIIEHCATOPHO-ITPUCTIOCOOUTETBHBIX BO3MOXKXHOCTEN
HA3HAYaTCS KYPChI:

JIDK,
Maccaxa,
OaJibHEOTEpaINH,
dbuznoTepanuu,
uriopedeKkcoTepanuu,
OCTEONaTHUH.

B xoMIuIeKkce 1€4eOHBIX MEPOIIPUSATUI, HAPSTY C CUHAPOMAIbHOMN
MEINKAMEHTO3HOW TEepaIMei, UCTIOJIb3YOTCH:

meTradonuueckue npenaparsl (L-kapautun, ko3H3uM Q10),
npenaparsl Kalablys U MarHus,

XOHJIPOITPOTEKTOPHI,

BUTAMHUHHO-MUHEPATbHBIE KOMILUICKCHI,

AHTUOKCUJAHTHBIC 1 UMMYHOMOTYJIMPYIOIIUE CPEICTRA,
duroTepanus,

NICUXOTEPATHSL.



IIporuos

* [IporHo3 coeAMHUTEIbHOTKAHHON JUCIIJIA3UU BO
MHOTOM 3aBHUCHUT OT CTEIIEHU BLIPAXKEHHOCTHU
TUCIIACTUYECKUX HAPYILIEHUM. Y NAIMEHTOB C
M30JIMPOBAHHBIMHU (DOPMAMH Ka4€CTBO KU3HU
MOXKET HE HapyIaThCs. Y OOIBHBIX C
MOJIMCUCTEMHBIM ITOPAKEHUEM ITOBBIILIEH PUCK
PAHHEH U TAXKEION MHBAIUIU3ALNY,
MIPEKICBPEMEHHON CMEPTHU, MPUUYMHAMHU KOTOPOU
MOTYT BBICTYIIaTh (PMOPHUILISIIHS
KenynodkoB, TOJIA, pa3pbIB aHEBPHU3MBI
A0PThI, TEMOPPAruYeCKUN UHCYJIBT,

TSKEJIbIE BHYTPEHHUE KPOBOTCUECHUS U JIP.



CIIMCOK JIUTEPaATyPhI

Sillence D.O., Rimoin D.L. Classification of osteogenesis imperfect. Lancet 1978;1(8072):1041-2.
SAxosneB B.M., Heuaepa ['1. Kapauo-pecniuparopssie CUHAPOMBI IPU AUCIUIA3UHA COCIUHUTEIBHON TKAHU.
Owmck: U3pareasctBo OITMA; 1994.

Grahame R. Joint hypermobility and genetic collagen disorders: are they related? Arch Dis Child 1999;
80(2):188-91.

Kirk J.A., Ansell B.M., Bywaters E.G. The hypermobility syndrome. Musculoskeletal complaints associated
with generalized joint hypermobility. Ann Rheum Dis 1967;26(5):419-25.

Grahame R., Bird H.A., Child A. The revised (Brighton 1998) criteria for the diagnosis of benign joint
hypermobility syndrome (BJHS). J Rheumatol 2000;27(7): 1777-9.

benenvkuit A.I'. I'enepanu3oBaHHasi THIIEPMOOMIBHOCTh CYCTAaBOB U APYTHUE COCAMHUTEIIbHO—TKAHHBIC
cunapombl. Hayuno—mpakruueckas peBmarosorus 2001;(4):40-8.

ZweersM.C., Bristow J., Steijlen P.M. et al. Haploinsufficiency of TNXB is associated with hypermobility
type of Ehlers-Danlos syndrome. AmJHumGenet 2003; 73(1):214-17.

Kanypuna T.M.HacnencTBeHHble KoJuIareHONaThy (KJIMHKUKA, TUArHOCTHUKA, JICUEHUE U TUCIIAHCEPU3ALIMS).
CIIO6.: HeBcknii guanext; 2000.

Beighton P., De Paepe A., Steinmann B. et al. Ehlers-Danlos syndromes: revised nosology, Villefranche,
1997. Ehlers-Danlos National Foundation (USA) and EhlersDanlos Support Group (UK). Am JMed Genet
1998;77(1): 31-7.

SimpsonM.R. Benign joint hypermobility syndrome: evaluation, diagnosis, and management. J Am
Osteopath Assoc 2006; 106(9): 531-6.

De Paepe A., Devereux R.B., Dietz H.C. et al. Revised diagnostic criteria for the Marfan syndrome. Am
JMed Genet 1996;62(4):417-26.

I'pomoBaO.A., Topmumual.}O. Jlucnia3ust coeMHUTETLHON TKaHH, KIETOUYHAst OMOJIOTHS M MOJIEKY IS pHBIC
MexaHu3MbI Bo3aeicTBus maraus. PMOK 2008;16(4):230-8.

[Tak JI.C. 3naueHne MarHus B MaToreHe3e U JICMeHUH OOIBHBIX MPOJIATICOM MUTPAJIHLHOTO KJIamaHa.
Tpynusiit nanuent 2007;5(5):13-6.



