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CoAep>XAHME

- COEANHUTEABHOTKAHHAA AMCIAQ3MS
=  OTMOMNATOAOTNS

- Kaaccuapoukaums

- CuHAPpOM MopdbaHa

- HacAeaAoBaHME

- PeHOTUN OOABHOTO

=  CKMMNTOMBbI CMHAPOMA MopdoaHa
-  AMATHOCTMKO

-  AeyeHune

- AUteparypda



> CoeaIMHUTEJIbHOTKAHHAS AUCIIA3US — TPYIINa
NOIMMOP(GHBIX B KIMHUYECKOM OTHOIIICHUH
MaTOJOTHYECKUX COCTOSTHUM, 00YCIOBICHHBIX
HaCJICACTBEHHBIMU WJIM BPOXKACHHBIMU Ae(PEKTaMu CUHTE3a
KOJIJIAr€HAa U COIPOBOXKIAIOIINXCS HAPYILIEHUEM
(YHKIIMOHUPOBAHMSI BHYTPEHHUX OPTaHOB U OIOPHO-
ABUraTejpbHoro amnmapara. Haubosee gacto
COCIMHUTEIbHOTKAHHAS JUCILIA3US IIPOSIBIISICTCS
M3MEHEHHMEM IPOIOPLUI Tea, KOCTHBIMU Je(hopMalisIMH,
TUIIEPMOOUIIBHOCTHIO CYCTABOB, MPUBBIYHBIMU BhIBUXAMHU,
TUTIEPAIIACTUYHON KOXKEW, KIIAllaHHBIMU [IOPOKAMU CEPIIIA,
XPYHKOCTBIO COCYZIOB, MBIIIIEYHOM CJ1a00CThIO.



SOTMOMATOAOTUS
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JICT Mopdosiornuecku XxapakTepu3yeTcsi U3MEHEHUSIMU
KOJUTAr€HOBBIX, JIACTUYECKUX (DUOPHUILI, IITUKOIIPOTEHUIOB,
POTEONIMKAHOB U (puOP00IACTOB, B OCHOBE KOTOPHIX JIEKaT
HacJielyeMbI€ MyTallid T€HOB, KOAUPYIOIINX CUHTE3 U
MPOCTPAHCTBEHHYIO OPraHU3aIMI0 KOJUIAreHa, CTPYKTYPHBIX
O€JIKOB M OCJIKOBO-YITICBOJHBIX KOMIIJIEKCOB, a TaK)KE
MyTaIM1 T€HOB (DEPMEHTOB U KO(PAKTOPOB K HUM.
HexkoTophble uccieaoBaresii, OCHOBBIBAsSCh HA BBISIBIISIEMOM B
46,6-72,0 % naomoaenuid npu JCT nedunure Maraus B
pPa3IMYHBIX CyOcTparax (BOJIOCHI, S3PUTPOLIUTEI, POTOBAs
KUJIKOCTB), TOMYCKAIOT MaTOr€HETUYECKOE 3HAYCHUE
TUIIOMarHueMHUHU



KAaccmdomkaums

CoenuHUTENbHOTKaHHAS AUCIIIA3Us OPA3AENAI0TCs Ha:

~  auddepeHIpOBaHHbIE
~  Henug¢epeHIupOBaHHBIE.

- K yncny nuddepeHunpoBaHHbIX JUCIIA3UN OTHOCATCS 3a00JIeBaHMSI C ONIPEICIIEHHBIM, YCTAaHOBIEHHBIM
TUTIOM HAcJIeIOBaHMUs, YeTKON KIMHUYECKON KapTUHOW, N3BECTHBIMU T€HHBIMH JIe(DEKTaMH U
OMOXMMHUYECKUMH HapylieHusIMH. Hanbonee THMMYHBIMU MPEACTaBUTENSIMH JAHHOM TPYTIITBI
HACJICZICTBEHHBIX 3a00JIeBaHUN COCAMHUTEIBHOM TKAaHHU CITyXKar:

- cuHpoM Dnepca-Jlannoca;
~  cuHIpoM Mapdana;

>  HECOBEPIICHHBIN OCTEOTEHES;
~  Myxkomnomurcaxapuo3bl;

>  CHUCTEMHBIH J1acTO3;

>  JIUCIJIACTHYECKHUH CKOJINO3;

=~  cuHJpoM burca (BpokaeHHasi KOHTPAKTYPHAsl apaXHOAAKTUIIUS) U JIp.

- I'pynny HenuddepeHMPOBaHHBIX COSTUHUTEILHOTKAHHBIX AUCILIA3UI COCTABIISIOT Pa3InHbIC
MaToJIOT UM, YbH (PCHOTUITHYCCKUE MIPU3HAKU HE COOTBETCTBYIOT HH OJHOMY K3 A depeHIIMpOBaHHBIX
3a00JIEBaHUIA.



D710 peakoe 3a00AEBAHME C
KAQCCUYECKMM MEHAEAEBCKMM HACAEAOBAHUNEM.
PAcnpoCTPAHEHHOCTb B MOMYAILIMM COCTABAAET MOPIAKA 1 HA
5000. CMHAPOM AMATHOCTUMPYETCS BO BCEM MUPE, B AIODbIX
STHMYECKMX TPYNNAX.

B 70 - 85 % cAy4O9x 3000AEBAHME ABASETCH HOCAEACTBEHHbIM, B
OCTOAbHbIX — PA3BMBAETCH BCAEACTBME CMOHTAHHbIX MYTALLMM,
4ACTO B BUAE MMCCEHC.

B 5% cAy4aes npm CM OnMMUCIBAKOT MYTALMK B Q2-LLEMM
KOAAQTEeHA TMNA |

CyLLEeCTBYET MHTEPECHbIM JOAKT, YTO MEPBAT AEBYLLIKO MOAEAD
AecAam XOPHOM, KOTOPASA MOCAYXXMAQ MPOTOTMINOM ODPA3A
BCEX MOAEAEN, MMEAD CUHAPOM MopdoaHa. Kak,
YCTAOHOBAEHO, 4YTO PIA BCEMUPHO M3BECTHbBIX AKOAEN CTPOAOAU
CUHAPOMOM MOPCOAHA, CPEAM HMX CAEAYET YITOMAHYTh
npesmaeHta CLUA A. AMHKOABHO M BEAMKOTO CKPMMAYA
[laraHmHu.



HACAEAYETCA MO AYTOCOMHO-
AOMUHAHTHOMY TUTTY.

- B ocHOBE 3000AEBAHUA AEXKMT HOPYLLUEHUME CUHTE3A OAHOTO M3 OCHOBHbIX BEAKOB
COEAMNHUTEABHOM TKAHW — OUBPUAAMHA, 4TO MPUBOAMT K HOPYLLEHMIO CTPOEHMS
OAbJOA — LLEMM KOAAQreHa | TMRA 1 SAACTMHA, BXOASLLLMX B CTPYKTYPY KAQMOHOB
cepALd, MMOKAPAQ, CTEHOK COCYAOB, OPraHA 3pEHMS 1M ONMOPHO-ABUTATEABHOIO
annapaTa. XapakTepmsyeTcs BAOPMABEABHOCTHIO DEHOTUMMHECKMX MPOABAEHMM,
BKAIOYAIOLLIMX CEPAEYHO-COCYAUCTBIE, TAQ3HbBIE, MbILLIEYHO-CKEAETHbBIE MPU3HAKM
M NOPAXKEHME LLEHTPAABHOM HEPBHOM CUCTEMBI.

- f[eH POMOPUAAMHA-1 PACMOAAQraAEeTCa HA AAMHHOM MAEYE XPOMOCOMbI 15 B
nokyce 15G21.

- npu aAedomumte PUOPUAAMHA-T UAK 2, PACTOPMOXKMBAETCH NPOLECC
OKTMBALMM TOAHCDOPMUPYIOLLLETO POCTOBOrO dpoakTopa B (TGFR). Yyactme
TGFP B natoreHese CUMHAPOMA MOPdOAHA MO3BOASET PACCMATPUMBATDL
OHTATOHUCTOB OHIMMOTEH3MH-MPEBPALLLAOLLMX FDEPMEHTOB KOK MOTEHLLMAABHbIX
AEKQAPCTBEHHbIX MPENAPATOB B TEPAMNUM STOrO 3000AEBAHMA.

-  boAe3Hb MoOpdOaHA MMEET BbIPDAXKEHHYIO FTEHETUYECKYIO FrETEPOrEeHHOCTb: K
HACTOALLEMY BPEMEHM B PAIAMYHBIX CEMbIX MAEHTUADULMPOBAHO BoAee 550
MyTaumm reHa FBNT. CpeaAn HUX MUCCEHC-MYTALMKM COCTABASIOT 57%, MyTALLMM
CO CABUIOM PAMKM CYUTBIBAHMA — 18%, MYTALMM B CAMTAX CIAQMUCUHIA — 16%,
HOHCeHC myTaumm — 8%.



HAetu ¢ cunapomom Mapgara

CumMmnTombl cuHgpoma MapdaHa

Mayybu nanbybl
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bonbHbie cuHApoMoM MopdaHa, KaK MpaBUiio, OTIIMYAIOTCA
BBICOKMM POCTOM, OTHOCUTEJILHO KOPOTKHAM TYJIOBHUILIEM C
HENPOIOPIMOHAJIBHO JUIMHHBIMU TOHKMMHM KOHEYHOCTSIMU
(1OIMXOCTEHOMEIMEN) 1 YIJIMHEHHBIMU T1ayKOOOpa3HbIMU
najbliaMu (apaxHOAAKTUINEH ); aCTCHUYECKUM
TEJIOCI0XKEHHUEM CO CIa00Pa3BUTOM MOJKOKHOM KJIETYATKOM
Y MBIIICYHON TMIIOTOHUEN; JJIMHHBIM U Y3KUM JIMIIEBBIM
cKeJieToM (Jonuxoledanneii); HaIMIueM BbICOKOTO
apkooOpa3Horo HeOa M HapyIICHUS MpUKYyca (IIpOrHaTUN).
Cpennss qjivHa TeJia IPU POKICHUN Y MAJIBYMKOB C
cuHApoMoM Mop@daHa cocTaBisieT 53 cM, OKOHYATEIbHBIN
pocT — 191 cm; y neBodek - COOTBETCTBEHHO 52,5 cm u 175
CM.



Cumnrombl cuHApoMa Mapdana

= IIpu cunapome Mopdana oTMeuaroTcsi HapylieHue (PyHKIIMN CYyCTaBOB
(runepMOOUIBLHOCTS); e(opMaLiks TPYAHOM
KJIETKU (BOPOHKOOOpa3Has Wi KuieBuaHas Gpopma), nedopmMaiiusi mo3BOHOYHUKA
(cxosno3, ko3, Ku(POCKOINO3, TOABBIBUXH U BBIBUXHU IIEWHOTO OT/IEIIA,
CIIOHIAJIOJIMCTE3), @ TAKKE IJIOCKOCTONNE U NPOTPY3Us BEPTIYKHOW BN IUHBI.

= CepaedyHo-coCyIuCTas MaTrojaorus, JOMUHAPYIOIIAs B KIMHUYECKON KapTUHE
cuHapomMa MopdaHa 1 4acTo ONpeAesAtolIas €ro ucxo, NposBIsieTCs 1epeKTamu
CTPYKTYpbI CTEHOK COCY/IOB 3JIACTHYECKOTO THUIIa, 0COOEHHO a0PThI U KPYITHBIX
BETBEU JIETOYHOW apTEPUH, NOPOKAMU PA3BUTHS KJIANIAHHOTO armapara u
neperoposiok cepana. MisMeHeHus aopThl y O0JbHBIX CUHIApOMOM MapdaHna
XapaKTEPU3YyIOTCS NPOTPECCUPYIOIINM PACIIMPEHUEM €€ BOCXOAAIIEH YACTU U
KJIAMIAHHOTO KOJIbIIa (AWIaTalyuen, aHHYJI0A0PTAIIbHOM SKTa3UEN) U AaHEBPU3MAMMU;
MOpaXKEHUE MUTPATBHOTO KJlallaHa - MUKCOMATO3HOU JEreHepaluen CTBOPOK,
NaTOJOTUYECKUM YUTMHEHUEM U Pa3pbIBOM CTBOPOUYHBIX XOP/I, 00BI3BECTBICHUEM
KJIAITaHHOTO KOJIbIla. Y Ij10/1a ¢ CuHApoMoM MopdaHa BO3MOXKHO
dbopMupoBaHUE BPOKICHHBIX TOPOKOB CEP/Ila - KOAPKTALIMU a0pThl, CTEHO3a
nerouHoi aprepun. Oprannyeckue U QyHKIIMOHATbHBIC U3MEHEHUS CepAlia U
COCYIOB y OOJIBHBIX CUHAPOMOM MopdaHa 4acTo COPOBOXK/IAIOTCA HAPYIIEHUEM
puTMa (HaJKETy0YKOBOM U KETYJ0YKOBOM TaxuKapaueu, puopuuisiuei
peacepanii) U pa3BUTHEM MH(PEKIIMOHHOTO SHJ0KapAUTA
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[MoU3HAKM 3000AEBAHMS MPOSBASIIOTCS C MOMEHTA
POXAEHMS PEDEHKA. B NeproA HOBOPOXAEHHOCTH
OOHAPYXXMBAKOTCSH CKEAETHbIE OHOMOAMM B BUAE
YAAMHEHMUS KOHEYHOCTEM, Y3KOrO AMLLEBOrO Yepena,
MHOTAQ B BUAE AECDOPMALMU FPYAHOM KAETKM. MoK
MCCAEAOBAOHMKN CEPAEYHO-COCYAMCTOM CUCTEMbI
OMPEAEAOTCH M3MEHEHMUS, XAPAKTEPHbBIE AAS
PEryprutaumm KpOBM B MPEACEPAMS AMDO
NPOXOXXAEHMS MOTOKA YEPE3 AHOMOABHOE OTBEPCTUE
B NEPEropOAKAX, MOOAADUPOBAHMS CTBOPOK
MMUTPOAABHOTO MAU APYTHX KAGMNAHOB CEPALLC.

[1o mepe pocTa pebeHKA BO3HUKAOT MPU3HOKM
YBEAMYEHNT AMAMETPA AOPTbI, MOABAIOTCH AHOMOAUM
AQ3, ODPOHXOAETOYHOM U APYIUX CUCTEM OPIAHM3MA.



Jlnarnoctuka cuaapoma Mapdana
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Jlnarno3 cuaapoma MapdaHa OCHOBBIBAE€TCSI HA CEMEMHOM aHAMHE3E,
HaJIM4YWK y OOJIbHOTO TUIUYHBIX JTAATHOCTUYECKUX MTPU3HAKOB I10
pe3yabraram puznkaibHoro ocMorpa, IKI' u 9xoKT,
OPTAITBMOJIOTUYECKOTO U PEHTTEHOJIOTUYECKOrO 00CIIeI0BaHuUs,
MOJIEKYJISIPHO-T€HETUYECKOT0 aHAJIM3a U JJa00PaTOPHBIX UCCIETOBAHUM.

ITpu cunapome Mopdana onpeaensiercsi Bo3pactaHue (B 2 paza u 6osee)
MOYCYHOM IKCKPEIIMH METa0O0IMTOB COSAUHUTEILHON TKAHU:
ITIFOKO30aMHHOINIMKAHOB M UX (ppakiuii. MeToa mpsMOro aBTOMaTH4E€CKOTO
cekBeHupoBanus JIHK mo3BoiaseT mpoBECTH TEHETUYECKY O
ujaeHTH(UKauio Mytanuii B rene FBNI.

Heobxonuma nuddepeHnnanbHas JUarHoCTUKa ¢ 3a00JIEBaHUSIMU, BHEIITHE
HAIIOMHHAKOIIAMHU CUHAPOM MopdaHa: roMOIUCTUHYPHUEH, BPOKICHHOM
KOHTPAKTypHOH apaxHOJAKTUIINEH (CHHApOMOM buiica), Haciie1CTBEHHON
apTpoodTanbpmornaruen (cuaapomom Ctukiepa), MASS-cunapoMoM,
cuHapoMaMu Dinepca-/lannoca, Jloiica-Jlutna, [lInpuanena—Ionadepra,
CEMEHMHOU DKTOMUEU XPYCTAIUKA U IP.



MarHocTuka cusjapoma Mapdana

= 3a JWarHoCTUYECKHE KpuTepuu cuHapoma Mopdana depyrcs
XapaKTepHbIC U3MEHEHMS B Pa3JIMYHBIX CUCTEMAX M OpraHax; INIaBHbIMHU
(OONBIIMMH) U3 HUX CUUTAIOTCS: AWIaTallisl KOPHsI/pacclioeHre
BOCXOJISIIIIEN YaCTH a0PThI, SKTOMHS XpyCTaluKa U dKTa3us TBEPIOU
MO3TOBOM 000JIOYKH; KUJICBUIHAS/BOPOHKOOOpa3Has aehopMaliys
IPYAHOMN KJIETKH, TpeOyrolas XUpypruuecKoro JCUeHHs; OTHOIICHHE
JUIMHBI BEPXHETO CETMEHTA Teja K HukHemy < (0,86 mim pazMaxa pykK K
pocty > 1,05; ckonno3 (> 20°) uiam CloHIMI0JNCTe3; OTPAaHUYCHUE
pasrubaHus B JJOKTeBOM cycrtaBe (<1700); miaockocTonue; mpoTpy3ust
BEPTIY>XKHOM BHaiHbI. OCTajbHBIE MPOSBICHUS OTHOCATCSA K MabIM
KPUTEPHUSM, & TEHETHYECKUE (CEeMENHBIE) TPHU3HAKU — K JOMTOTHUTEIbHBIM.
JI1s1 ycTaHOBJIeHUs MarHo3a cuHapoma Mapdana Heo0X0aAuMO HaIu4une
MUHUMYM 110 1-My OOJIBIIIOMY KPUTEPHUIO B ABYX CUCTEMAX OPraHoB U 1-ro
MAJIOTO - B TPETHEN; B CKEJIETHOM CUCTEME — MPUCYTCTBUE MUHUMYM 4-X
OOJIBIIIMX.

~ Takxe NpUMEHsI0TC (PEHOTUITUYECKHE TUAarHOCTUYECKHUE TECTHI,
ONpEACIAIONIAE COOTHOIIIEHUE KUCTh/POCT (Mpu cuHApoMe Mapdana >
11%); nnmunry cpennero nanasna (> 10 cm); uHAEKC TenocaoxeHus Bapru —
(macca tena, r/(poct, cM)X2 — Bo3pact, roanl/ 100, momxHO ObITh <1,5);
TECT OOJILIIOTO ITAJIbIa Ha apaxXHOMAKTHIINIO, TECT OXBaTa 3amsICThb.
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COrAQCHO AUTEPATYPHbLIM AGHHbLIM Y MOAQBASAIOLLLETO
OOAbLLUMHCTBA NMAumMeHToB C ACT MMEET MECTO CHUMXKEHME
YOOBHS OOABLLUMHCTBA MAKPO- U
MUKPOKOAAATEHOCNEUMAOMYECKMX DMODIAEMEHTOB. HaMbDOAEE
4YACTO BCTpevaeTca aAedomumt kpemHmsa (100%), ceaeHa
(95,6%), kaams (83,5%); kaabma (64,1%); meamn (58,7%);
mMmapraHua (53,8%), maruums (47,8%). Bce oHM NPpUHUMMAILOT
OKTMBHOE Y4ACTME B MUMHEPAAMIALIMM KOCTHOM TKOHM, CUHTE3E
M CO3PEBAHUM KOAAQrEHA . B CBA3M C 3TMM MOKA3AHbI
MNPOOAYKTbl, OBOraLLLEHHbIE BELLLECTBAMM, YYOCTBYIOLLIMAMM B
METADOAMIME COEANHUTEABHOM TKAOHM: BUTAMUMHOMM C, E, B,
D, P ((bAOGBOHOMABI), MAOKPO- 1 MUKPOIAEMEHTAMM (MATHUMN,
MEAb, MAPIAHEL, LUMHK, KAOAbLLUM, KOAMM, CEAEH)

B repanumn pekoMeHAOBAHO HA3HAYEHME OAHOTO M3
BAPMAHTOB MPENApPATOB (MArHepoT A MarHe Bé),
COAEPXKALLUMX MATHMU, MPOAOAXKUTEABHOCTBIO KYPCO HE
MeHee 4-6 HEA.

HO HE TOABKO MATHUM MMEET KAIOYEBOE 3HAYEHME AAS
NOAAEPXKAHMS METADOAMIMA COEAMHUTEABHOM TKOHU, MOHbI
MEAM BASIOTCS MHTETDAABHOM YOCTbIO AKTMBHOTO LLEHTPA
AM3UAOKCUAQ3LI — doepMEeHTa, 0BecnevymBaroLLLETO



AePUruUnNT MEeAU MPUBOAMT K HOPYLLUEHMIO KOAAQTEHA M SAACTUHA, YTO
CMOCODCTBYET GOOPMUPOBAHMIO AHOMOAMM PA3BUTUS CEPAEHHO-
COCYAMNCTOUN CUCTEMbI M CKEAETA. HapyLLEHME METADOAMIMA MPU
HEAOCTATOYHOCTM MEAMU MPUBOAMT K PA3AMYHBIM MATOAOTMYECKMM
CUHAPOMAM, HEPEAKO MMEIOLLIMM TEHETUHECKYIO MPUPOAY
(CMHAPOM MAPJOAHA, CUHAPOM SAEPCA-ACHAO M AP.). Y AULL C
HeAdodoepeHUMPOBAHHOM ACT AePULIMT MEAM HACTO MPOIBAIETCA
COMPOBOXAQKOLLEMNCS MOBbILLUEHHOM PACTIKMMOCTBIO KOXM,
IMNEP3IAACTO30M, TMNEPMOOUABHOCTBIO CYCTOBOB.

C LEeAblo CTABDUMAM3ALMM KOAAQTEHA M SAACTUHA naumeHTam ¢ ACT
HEODOXOAMMO HA3HAYATh 1% PACTBOP CYyAbOATA mean — 10 KAneAb
HA npuem 3 PA3a B AEHb MPOAOAXMUTEABHOCTBIO AO 4 HEAEAD.

LLIMHK HEODOXOAMM AA CPYHKLIMOHUPOBAHMI MHOTMX
METOAANOCDEPMEHTOB, PETNYAUPYIOLLIMX PEMOAEAMPOBAHME
KOAAQreHa B COEAMHUTEABHOM M KOCTHOM TKAHSX. LIMHK aKTUBMpYyeT
DEPMEHTbI (MATPUKCHBIE METAAAOMPOTEMHA3BI), KOTOPbLIE
CMNOCOOCTBYIOT OOPA30BAHMIO JOATOLLMTOB U YCUAMBAIOT AKTUBHOCTb
MAOKPOdOAroB, BCAEACTBME YEro doNOPOOAACTbI MOCTYNAKOT B
NOPAXKEHHYIO OOAACTb, BOCMOAHSIS A€COUUMT TMAAYPOHOBOM KUCAOTHI,
KOTOPAS OTHOCUTCS K TAMKO3AMUHIAMKAHOM, OOPMMPYIOLLLIMM
AMOPAOHOE BELLLECTBO COEAMHUTEABHOM TKAHU. TOKMM OBPA3OM,
HO3HAYEHME NPENAPATOB LIMHKA Mpu Ae4eHun naumeHtos ¢ ACT He
MEHEE BAXKHO, KAOK U MPENAPATOB, COAEPXKALLMX MATHUM U MEAD.

[TOAOXUTEABHOE BAMSHWME HO CHUHTE3 KOAACTIEHA M OOPA30BAHME
NONEePEYHbIX CLLIMBOK B €0 MAKPOMOAEKYAE OKO3bIBAET U
QCKOPOMHOBAS KMCAOTA, MPU BEAEHMM NAumeHTos ¢ ACT npu
OTCYTCTBMM OKCOAQTYPUM M CEMENHOTO AHAMHE3A MO
MOYEKAMEHHOWM MATOAOTMM BO3MOXKHO HO3HAYEHME ACKOPOMHOBOM
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