AHanums ceA3n mexay
axokKapaunorpadpunyeckumm nNpoaBneHNAMN
nopaxeHua cepgua
N YaCTOTOUN BCTPEe4YaeMoCTu
doeHOoTUNNYEeCKMX MapKepoB
coeaANHNTENbHO-TKAHHOW Aucnna3vun B
Pas3nMYHbIX BO3PaCTHbIX rpynnax

I'puropuuena E.A.



TepmuHOIOTHA

Hacnencrennsie HapyiieHus coeauautenbHon Tkanu (HHCT) — rereporennast
rpyIina MOHOTEHHBIX 3a00JIEBaHUM, 00YCIOBICHHBIX FT€HETUYECKUMHU AepekTamu
CUHTE3a W/WIH paciaaa OeJIKOB BHEKJIIETOUHOTO MaTpHUKca JM00 HApYLICHHEM
Mop¢oreHes3a COeIMHUTEIbHON TKaHU.

[ucniazuu coenuuuTenbHon Tkann — HHCT mynbsrudakropuaibHON TPUPOIHI,

00BbEIMHEHHBIC B CHHIPOMBI U (PEHOTHUITBI HA OCHOBE OOIIIHOCTH BHELIHUX W/WJIN
BHUCIEPAJIbHBIX MPU3HAKOB U XapaKTEPU3YIOIIUECS MHOTOOOpa3ueM KIMHUYECKUX
MPOSIBICHUHN OT JOOPOKauYE€CTBEHHBIX CYOKIMHUYECKUX (DOPM JI0 TTOJTMOPTAaHHOM U
MOJIMCUCTEMHON MATOJIOTHU C POTPEIUCHTHBIM TCUCHUEM.

Maibie aHOMaIUK Pa3BUTHS — BPOKICHHBIE OTKJIOHEHUSI OPTaHOB OT HOPMAaJIbHOTO
AHATOMHYECKOTO CTPOCHUSI, HE COMPOBOKIAIOIIECECS KIIMHUYECKN 3HAYUMbIMU
HapyIIEHUSIMHU UX (QYHKITUU.

IHopoku pa3ButTHs — rpy00€e OTKIIOHEHHE AaHATOMHYECKOTO CTPOEHUS OpraHa oT
HOPMAaJILHOTO, KaK MPaBUiI0, MPUBOASAIIEE K KIMHUYECKH 3HAYUMbIM HApyIICHUSIM
ero (pyHKuumu.




* B ocHOBE pa3Butus

HHCT nexar myranuu

IT€HOB, OTBETCTBEHHBIX 32 CUHTE3 UJIM PaACIIa/l
KOMIIOHEHTOB JKCTPAIIEIIIIOIAPHOIQ MATPUKCA

COENMHUTENBLHON TKaHU. CeronHsa U3BECTHA
Oosbiras rpymnmna MoHoreHHbIx HHCT,
CONPSIKEHHBIX ¢ MyTalliell TeHOB OCJIKOB

BHEKJIETOYHOI'O MaT

DHUKCA (KOJIareHBI

Pa3JIMYHBIX TUITOB, PUOPHUILINH, TCHACKHH ),

T€HOB PELEITOPOB |

POCTOBEIX (DAKTOPOB, B

qactrocti TGE-B (transforming growth
factor-f3), m MaTpUYHBIX METAIOPOTCHUHA3

(MMIT).



®OPMBbI JICT

JuddepeHumpoBaHHBIC HenuddepeHuupoBaHHbie

(CUHIPOMHBIE WJIM CUCTEMHBIC) ( UI30JIUPOBAHHBIE)
ecuHaApoM Mapdana * MIPOJIAIIC OJJTHOT'0 WUJIH
ecHAPOM JJjiepca-daniio HECKOJIbKHX KJIANIAHOB
*IIOJIMKHUCTO3 MOYEK Y B3POCIbIX cepaua
*MYKOIIOJHUCAXAPHUI03 U JP. * W30/ IUPOBAHHAS

a0pTaJbHAS Perypruramus
° AHEBPHU3MA JICTOYHOU
apTepuu M ap.



[ I]pyHIIMTIBI AUAarHOCTUKUA HACJIEACTBEHHBIX
HApPYIIEHUHU COCAUHUTEIbHON TKAaHU

« KnMHH4YEeCKOe 00CICI0BAHUE: COOP KaJ00,
HACJIECJACTBCHHOI'O U CEMEHMHOI'0 aHAMHE3A,
(GPEHOTUITNYECKOE U (PU3UKATIBHOE
00cJIeIOBaHUE ITallieHTa U €T0 CEMbU

 JIabOpaTOpPHEIC UCCICIOBAHMUS:

OIIEHKA META00JIN3Ma OEIIKOB COECIUHUTEIIHLHON
TKaHU (YPOBEHB ITIPOKCUIIPOJINHA B
OMOJIOTMYECKUX JKUJIKOCTIX, COICPKAHUE
OKCUIPOJINHA Y INTUKO3aMHUHOJIMKAHOB
IPOTCOITINKAHOB B OMOJIOTMYECKUX
KAIKOCTSIX )




[ I]pyHIIMTIBI AUAarHOCTUKUA HACJIEACTBEHHBIX
HApYIIEHUHU COCAUHUTEIIbHOU TKAHU

JIIs1 TMAarHOCTHUKH OTIEIbHBIX HAaCIEICTBEHHBIX
CUHIPOMOB HEOOXOAMMO HUCIIOJIL30BAHUE
CIIEIHAJIbHBIX METOIOB

IIpu Cungpome Inepca-/laHino - onpeacicHue
Ae(HUIIMTa aKTUBHOCTH KOJIJareHrUAPOKCHUIA3bl U
(GHOPOHEKTHHA

IIpu HecosepmienHOM OCTOEreHes3e - OlLEHKA
MPOAYKIIMU KOJIJIAreHa KyJbTYPOH KOXKHBIX
(puOpo0OIacTOB

IIpu I'MC onpeneneHne KOHIEHTPAlMKU TeHACKUHA X B
CBIBOPOTKE KPOBHU.



[ I]pyHIIMTIBI AUAarHOCTUKUA HACJIEACTBEHHBIX
HApYIIEHUHU COCAUHUTEIIbHOU TKAHU

* NHCTPYMEHTANbHBIEC UCCIICTIOBAHUS:

— JI9xoKTI" (obs3arensHa npu HHCT, Tak kak
CCocCII0)KHEHUS ABJIAIOTCS OCHOBHOM MPUYUHOU CMEPTH
IIPU 3TUX 3a00JICBAHUSIX );

— Y3U opranoB OproIIHON MOJOCTH U TTOYEK (IITO3 U MAJIBIE
aHOMAJIMHU PAa3BUTHS MTOYCK, KEITYHOTO ITY3bIPS U
CCIIC3CHKN );

— Jy4deBble MeToibl AuarHoctuku (Rg, KT, MPT

Ta300SPEHHBIX CYCTaBOB U IIO3BOHOYHHKA 0053aTEIIHHO
npu CM)

* IMMVYHOI'MCTOXUMHUYCCKHUC M MOJICKVJISIDHO-
I'CHCTHUYCCKHUC MCCJIICAOBAHUIA




Buemnune dpennr JJCT

» CerogHs U3BECTHO 00JIEE COTHU CTUTM
au33MOpuroreHesa ((peHoOB IUCIIa3un
COCJIMHUTEIbHON TKaHM ), KOTOPBIE MOT'YT OBITH
YCJIOBHO pa3/ICJICHbI Ha TPU I'PYMIIbl,- BHEIIHUE

(beHBI, BUCLICPAILHBIEC (PEHBI U MaJIble AaHOMAJIUU
pa3Butusi(MAP).

e [Ipouecc nMarHOCTUKU HACIEACTBEHHBIX
PACCTPOUCTB COCAUHUTEIILHOM TKAHU UJIET OT IIOMCKA
BHEIITHUX (PEHOTUIINYECKUX NPU3HAKOB K
MHCTPYMEHTAJILHOMY HCCIICIOBAHUIO C LIEIIBIO
IIOMCKA BUCHEPATIbHBIX (DEHOB C MOCICAYOIAM
IIEPEXOAOM K CIICIAAIBHBIM THCTOXUMHUYECKUM H
TEHETUYECKHUM HCCIICIOBAHUAM JJIST YTOUHECHUS
XapakKTepa HACJICACTBEHHBIX PACCTPOMCTB
COEJIMHUTEIILHOU TKAHU .



BHenrHue (heHbI

* KOCTHO-CKeJIeTHBIE (KC)
*k0ka ¥ MbIIIIBI (KM)
cyctaBHbIe (C)



KoCTHO-CKeJIeTHBIE (PCHOTUIINYECKHUE
IpU3HAKU

— Pazmax pyk/poct > 1,03 u/unu COOTHOIICHUE BEpPXHEH U
HMPKHEW 4acTH TyJoBuIna <0,89
— OTHOIIEHWE AJIAHBI CTOIBI K POCTY >15% Wim JIMHBI
KUCTH K pocTy >11%
— CuMOTOM OOJIBILIOTO HaJlblia U/UIU CUMIITOM 3aMsCThs
— Ckoauotudeckas aedopmaiius 1o3BoHoUYHKKA (J10 20rpan)™
U/WIW CIIOHIUJIIOIUCTE3
— BoponkooOpa3Hnas aedhopmanus rpyaHoi kiaetku (BJI1'K)
— KuneBugnas nedopmanus rpyIHON KIETKU
— APKOBHJHOE HEOO C HEMIPABUIBLHBIM POCTOM 3y0OOB
— Jlepopmanuu uepena



Koska 1 MBIIIIIBI

— IloBblIIIEHHAs PaCTKUMOCTD KOKH (0T 3,0 cM)
— ToHKkas, JIErKO paHMMas KOxKa
— bapxarucras Koxa
— IloaxoKHBIE ICEBIOONYXO0IU U C(HEPUIECCKUE
0o0pa3oBaHUs
— ATtpoduyeckue cTpuu (HE CBI3aHHbBIC C
OKMPECHUEM B OEPEMEHHOCTHIO)
— I'pbIkH ¥ poONAIICEl OPraHOB H/WIIH
OCCOINEPAIlMOHHbBIE TPBIKU
— MbIiieuHas TMIIOTOHUS U/ WU TUIIOTPODUS
— I'emaTroMbl ITpr HE3HAYUTEIBHBIX yIapax



CycraBHbIE
(P€HOTUIINYECKHUE ITPU3HAKHU

— I'mnepmoOmibHOCTS (4 O0asuta mo Beighton 'y nnm
1-2 6anna opu Bo3pacte Ooiee 50 ner)
— Jlucnnasust Ta300€IPEHHBIX CYCTaBOB
— YacTpeie BRIBUXH/IIOIBBIBUXH
— Aptpanrus (0€3 yTOYHEHHUS JIMTEIbHOCTH O0JEH
M 4HCJIa CYCTaBOB)
— Pa3pbIBbI CYXOXKUITUN
— Bocnanenune cycTaBOB U OKOJIOCYCTaBHBIX TKaHEH
(STIUKOHAWIINT, TEHAOCUHOBUT, OYPCHUT)
— CnoHauies, CIIOHINIIOINCTE3, CKOJIMOTHYECKAs
nedopmanusa no3BoHoYHuKa(mo 20rpazn.)™
— Ilnockocromnue



Bucuepanbabie (pennl JJCT

* BucuepanbHble («<BHYTPEHHHUEY ) (DEHBI
OYCIUIA3UH TIPEJIaracTcs pa3aeisiTh MO UX
OPTaHHOM JIOKAJIM3aIluN: INIa3HbIE, CEPICUYHO-
COCYIHCTHBIC, JICTOYHBIC, OpTaHbl OPIOIITHOM
IIOJIOCTH U IIOYEK, HEPBHAs cucrteMa. Cineayer
pa3IMyarh TAKXKE JIBE€ TPYIIIbI BUCIICPATIbHBIX
CTUIM JYCIUIa3UM COCIMHUTECIbHON TKAHH.



Bucuepansnabie nmpossiaeHus JCT

e C1a00CTh COCAUHUTEIBLHOIO KapKaca
(COCYIHMCTBIC aHEBPU3MBI, MPOJIAIIC
MUTPAIbHOIO KJanaHa, OTKPhITOE OBAJIBHOE
OKHO, BUCLICPONTO3bI, PE(IIFOKCHI)

* AHOMAJIMHU 3aKJIaJIKHU (JONOJIHUTECIILHBIC
IPOBOJSIINE IYTH, TMIIOILIA3UM COCYIOB)



* Bce BucuepaibHbi€ (PEHBI MOT'YT BCTPEUYATHCS MPHU
CaMBbIX PA3JIMYHBIX HACJIEICTBEHHBIX PACCTPOMCTBAX
COCIMHUTEIBHON TKAaHU, OJHAKO KaKIbIM U3 HUX
o0JIagaeT pa3IudHOM YyBCTBUTEILHOCTBIO U
crienupuuHOCThI0. Hanboiee HU3KoM
CIIEIM(PUUHOCTHIO 00JIaJIal0T TaKKEe BUCLICPATbHBIC
(beHBI, KaK NTO3bl BHYTPEHHUX OPraHOB, aHOMAaJINH1
pacnojoxkeHus xopa. Hanboapiee quarHoCTUYECKOE
3HaucHue nMerotT takue MAC kak IIMK,
pacCIIMPEHUE a0PThI U(WUJIX) JICTOYHOU apTepUU. DTH
«MaJbIe» aHOMAJIMM MOT'YT UMETh CaMOCTOSITEIIbHOE
AUArHOCTUYECKOE 3HAYCHHUE U (POPMUPOBATH TAKUE
CaMOCTOSITEIbHBIEC HACJIEACTBEHHBIE PACCTPOMCTBA
COCIUHUTEIBLHOU TKaHU Kak riepBUYHbIN [IMK,

MASS -penorun(Mitral valve, Aorta, Skeleton, Skin)



* [Io BC€M BUIMMOCTH, JJISI HOJTY4YCHUS
ACHOM ITONYIALIUMOHHON KapTUHBI
PaCIPOCTPAHCHHOCTH OTJECIbHBIX
CUHJPOMOB U (DEHOTHUIIOB, CIICAYECT
IIPOBOJANUTH 00513aTEIBbHOE KOMILUIEKCHOE
oOcJieJOBaHMe, BKIIIOUAIOIlee B ceOs HE
TOJBKO (peHOTUNHUYECKOE, HO U OX0KI u
Y3 o0cnenoBaHne opraHoB OPIOIIHOM
ITOJIOCTH U IIOYEK.



Mainsie aHoManuu pa3Butus (MAP).

* CeromHs U3BECTHO MHOXECTBO MAP, xoTophI€
HEPEJKO COMYTCTBYIOT TEM HJIM UHBIM
OYCINIACTUYECKUM CUHApOMaM U eHoTuiiam. B.M.
AxoraeB u I'.11. HedaeBa(1994) npuBoasaT nepedycHb
13 25 MAP. Bce oHM HE UMEIOT CaMOCTOSITEIIbHOTO
TAArHOCTUYECKOTO 3HAYEHUS U MOTYT
UCIIOJIb30BAaThCA B KAUECTBE BCIOMOTaTEIbHBIX
IIPU3HAKOB, YKA3bIBAIOIINX HA BEIPAXKEHHOCTH U
PacIpOCTPAaHECHHOCTh CUCTEMHOI0 Ae(EKTa
COEJIMHUTEIILHOU TKAHU.



OCHOBHBIE JUCIJIACTUYECCKUE
CHUHAPOMBI 1 (DCHOTHIIHL.

* lcxoas v3 BBIIEU3NI0KECHHBIX JAHHBIX O
MHOI000pa3uM HACJICACTBEHHBIX PACCTPOMCTB
COCIMHUTEIbHON TKaHM, ITONAJA0IIMX B IPYIINY T.H.
Heau(ppepeHIMPOBAHHOM IUCIIA3UU
COEIMHUTEILHON TKaHU, HEOOXOTUMOCTH
IPYNIIMPOBKHU BHEIIHUX U BUCIEPAIbHBIX (PEHOB,
XapaKTECPUIYIOIIUX JIUCIIa3UH, MOKHO YTBEPKIATh,
yto HJ/ICT, B cerogHsImHeM NOHUMAaHUM TOTO
TEPMHHA, 3TO Pa3HOPOHAs I'PyIIIa BEChMa
PACIPOCTPAHECHHBIX JUCIJIACTUYECCKUX CUHIPOMOB U
()€HOTHIIOB.



(OCHOBHbIE NTHUCILIACTUUYECKUE

CHUHAPOMBI 1 (DCHOTHIIHL.

— MASS — ¢penorun

— IlepBuunbii (n301MpoBaHHbIN) [IMK

— MapdaHononoOHasi BHEIITHOCTh

— MapdaHononoOHbIN (eHOTHTT

— Drepc-aaHiaono00HbI (DEHOTHI (KJIaCCUYE€CKUN WU
COCYUCTBIN)

— DIepc-aaHIonoa00HbIN TUIIEPMOOUIHHBIN (hEHOTHUIT
(CI'MC)

— JloOpokadecTBeHHas TMIIEPMOOMILHOCTh cycTaBoB(al MC)
— Hexknaccudumupyemseiii penorun JCT

— IloBblIllIEHHAS AUCIUIACTAYECKAsT CTUTMaTU3allUs

— IloBbIIIeHHAs AUCILUIACTUYECKAS CTUTMATHU3AIINS C
NPEUMYIIIECTBEHHO BUCIEPATLHBIMU MPOSIBICHUSIMUA



ANTOPNTM ANArHOCTUKN OCHOBHbIX
ANCIMITIaCTUYECKNX qDGHOTI/II'IOB Ha OCHOBE

N3yveHnAd BHELLHUX CpeHOB
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1. MASS — ¢penorun

PACIIO3HACTCA IIPHU HAJINYNUH .

— IIpomnaric MuTpaibHOIO Kj1amaHa

— Pacmmpenue aoptsl B npeaeinax aByx SD (
Roman M. J. et al., 1989)

— BoBiieueHUs KOKH (ITOBBIIIICHHAS
PACTSIKMMOCTD, CTPHH)

— BoBII€4eHHS KOCTHO-CKEJIETHON CHCTEMBI



2. IlepBUYHBIN (M30IUPOBAHHBIN )
IIMK

— DXOoKapauorpapruuecKue Npu3HaKku
[IpoJjIarca MUTPAJIBHOTO KJIanaHa, B TOM YHCJIE
C MUKCOMAaTO3HOM JE€TeHEPALIUEN CTBOPOK
— IIpu3Haku BOBIEUEHUS KOXKH, KOCTHO-
CKEJIETHOU U CYCTAaBHOU CUCTEMBI
— OTCyTCTBHE IIPU3HAKOB PACIIUPEHUSA A0PThI



3. MapdanonogoOHas BHEIIHOCTH

» Hannuune 4x u 00Jiee KOCTHO-CKEJIETHBIX
(PeHOB JAMCIIA3UH, BKIKOYAIOIIUX )KESCTKUE
TpeOOBaHUS JUCIIPOIIOPIIUHN MPOAOIbLHBIX
pPA3MEPOB TYJIOBHUILA U KOHEYHOCTEH
(BBITIOJIHEHHE TPEOOBAHUIN BEIIMYHHBI
COOTHOIIICHUS).



4. MapdanonogoOHbIN (EeHOTHUI

[Ipr3HaKy BOBJIICUEHUS] KAK MUHUMYM TPEX CUCTEM: KOCTHO-
CKEJICTHOM, CEPJICYHO-COCYAUCTON U XOTs ObI OJTHOM U3 JABYX:
JIETOYHOM WJIN 3PUTEIILHOMU.

CepaeyHo-cocyaucrasi cucremMa

— Jlumaranusa aopThl

— Majble aHOMaJIuMM Ccep/lia, KpoMe IpoJjianca MUTPajJbHOIo
KJIaraHa

— Pacmmpenue jgerounon aprepui (10 40 ner)

— KanpuuHo3 mutpansHoro kianasa (g0 40 jer)

Jlerounasi
— Tpaxeo-OpoHxuanbHas JUCKHUHE3HUS
— CIIOHTaHHBIM MHEBMOTOPAKC B aHAMHE3E

3purTeabHasn
— Muonus
— AHOMAJILHO IJIOCKasi pOroBHIIA



5. Dnepc-gannonogo0HbIN (PEHOTHIT
(KJIaCCUYECKHUI )

BxirodaeT B ce0sl IIMPOKUI TUana3oH
COCTOSIHUM OT «HEMOJIHOT0» CUHAPOMA DJIEpPC-
JlaH0 10 B€ChbMa JIETKUX U KJIMHUYECKU
HANMEHEE 3HAYUMBIX COCTOSIHUM, KOTOPBIE
OUArHOCTUPYIOTCS IIPU HATWYHWHU ITPU3HAKOB
BOBJICUCHUS, IIPEIKJEC BCETO, KOKHA Y MBIIIILI, a
TaKXX€ COCyHOB. I J1TaBHOE yCIOBUE 11
oTHeceHus nanueHTa Kk IIDk,- He MeHee
IBYX IIPU3HAKOB BOBJICUCHUSI KOXHU.



6. Daepc-I1aHnonog00HbIN (PEHOTHIT
(ruepMOOHIIbHBIN )

— I'unepMoOMIILHOCTB cycTaBoB (4 0aiia 1o Beighton
'y unm 1-2 0anna opu Bo3pacte 6oaee 50 jer).
— bonu B cyctaBax MeHee 3X MecCsIEeB B 1-3
CyCTaBax, PEJAKUE NOABBIBUXH, CIIOHINUIIC3
— Ocnoxuenus [ MC (pacTsxeHusl, BBIBUXH U
IOJBBIBUXH, IIJIOCKOCTOIINE)

— IIpu3Haku BOBICeUEHMS KOKH(H/HUIIN) KOCTHO-
CKEJIETHOU CUCTEMBI



7. JloOpokayecTBEHHAs
runepmMoOusbHOCTh cycTaBoB(al MC)

— IIpu3Haky runepmMoOUIBHOCTH CyCTaBOB (4
1 Oojiee 0aJUIOB O benTony)
— Her apTpanrun u BOBJICUEHUSA KOCTHO-
CKEJIETHOU CUCTEMBI U KOXKH



8. Hekmaccudpunupyembiii (PEHOTHII
i HICT(HK®)

— BpIsBIsIETCS IIECTH M 00JIEE JTIFOOBIX
BHEITHUX (DEHOB AWCINIA3UH

— OTCYyTCTBYET JOCTATOYHOE KOJIUYECTBO
IIPU3HAKOB JIJISI TUarHOCTUKHU
BBIIICTICPEUNCIICHHBIX JUCIIACTUYECKUX
(P€HOTHUIIOB



0. IloBBIIIEHHAsA OMCILIACTHYECKAS
CTUTMAaTHU3aIlnd

— 3-5 BHEIIHUX (peHa AUCIIA3UU
— Pa3Heie BapuaHThl COUETaHHUA KOCTHO-
CKCJICTHBIX, KOJKHBIX U CYCTaBHBIX (DEHOB, HE

YKJIaJIbIBAIOIIKUECS B BHIICIICPCUNCIICHHBIC
CUHJIPOMBI ¥ (DEHOTHUIIBI



10. I1oBeIlIEHHAS, IPEUMYILIECTBEHHO
BUCILICpaJIbHASA, TUCILIACTUYECCKAS
CTUITMAaTHU3aIUA

— Engunnuynbie BHeMIHUE (DEHBI JUCILIA3UU
— Tpu u Oosee MalIbIX aHOMAJIMU CEpALA
1/UJIM COCTUHUTEIIbHOTKAHHOI'O KapKaca
APYTUX BHYTPEHHUX OPraHOB



Knaccubpunupyembie (peHOTUIIBI

1. MapdanonogoOHbIe (DEHOTHUIIHL:
0 MapdaHonoio0Hasi BHEIITHOCTb
[l MapdanonogoOHbIN (heHOTHI
2.95nepc-aaniIonoa00HbIe (PEHOTHIIBI:
v/ Knaccudeckuil aiepc-1aHiaonoa00HbINA (DEHOTHUI
v/ [ unepMoOuIbHBIN 3JIEPC-TaHIONOA00HBIN (DEHOTHIT
3. MASS — peroTHD
4 IlepBuunbii [IMK
5.J1o6pokayecTBeHHAsI TMIIEPMOOUIIBHOCTh CYCTaBOB




Heknaccudunupyemeie (DCHOTUIIBI

IloBeIIICHHAA JUCIINIACTHYCCKAsA
CTUI'MAaTHU3alluA

IToBBIIICHHAS, MPEUMYIIIECTBEHHO
BUCIIEpaJIbHAS, TUCILIACTHYCCKAas
CTUTMAaTHU3aIA

Heknaccuduuupyemplil (PeHOTUIT IUCIIIa3UU
COCIMHUTEIILHON TKAHU



* Ilo cpengHeMy KOJIUYECTBY KAJI00 U YUCITY
BBISIBJICHHBIX MaJIbIX aHOMAJIMK Cepla TPYyIINa JIUI] C
KJIACCU(PUITUPYEMBIMM JTUCILIACTAYECCKUMU
CUHIApPOMaMH B (DEHOTHUIAMH 3aHUMACT JIMJIUPYIOIIEE
MeCTO. B Toke Bpems r11a C MOBBIIEHHOU
JTACILIACTUYECKON CTUTMAaTHU3alluer OUeHb OJIU3KU I10
4acTOTE kaJio0 M 4yuciy BeIIBIIsIeMbIX MAC k rpymie
KOHTPOJsd. AHanu3 DX0KI' 1aHHBIX B IpyIImie Juil C
KJIACCU(PUITUPYEMBIMH (DEHOTHUIIAMHU ITOKA3bIBAET, UTO
y HUX IPAKTUYECKU BCETIA BBISBIISIOTCS IIPU3HAKA
BOBJICUCHUS COCANHUTEILHOTKAHHOTO KapKaca

cep/na.



» Ceroans e nop «Heau@depeHuupoBaHHBEIMU
(HEKJIaCCU(PUIIUPYEMBIMHM ) TUCILIA3USIMU
COCIMHUTEILHOU TKAHW CJICYET MOHUMATh
HAPYILICHUS CTPYKTYPHI M PYHKIIMU
COCIUHUTEIIbHOU TKaHU, II0 CBOUM
(P€HOTUIHYECCKUM 1 KIMHUYCCKUM
IIPOSIBJICHUSIM HE YKJIAJbIBAIOIIMECS B YK€
n3BecTtHble MOHOTeHHBIC HPCT 1 unsbie
OUCILIACTUYECKUE CHHAPOMEBI U (DECHOTHIIEL.



 JlambHEUINIUU TIPOTPECC B U3YUECHUU POJIU
HPCT B pazButuu u (opMHUPOBAHNUU
[IaTOJIOTUM BHYTPEHHUX OPraHOB,
aHaJIn3e 0COOCHHOCTEN KIMHUYECKOTO
TEUECHUS U IPOrHO3a TEPANEBTUYCCKUX
3a00JieBaHuN accoruupoBaHHbIx ¢ JCT,
CBSI3aH C aHAJIN30M PACOPOCTPAHCHHOCTH
OTACJIbHBIX JUCIIJIACTUYCCKUX
CUHJIPOMOB 1 (DEHOTHIIOB.



ba/ibHasi OlleHKA 3HAYHMOCTH OT/1eJIbHbIX (I)eHOTHl'l"‘leCKHX NPH3HAKOB B OLICHKE
CTeNEHH TSKECTH JUCIIAZHH COCTHHUTE/IbHOMH TKAHH

Tabnuua 1
Ilpusnaku banabl Ilpusnaku banabl

DNHUKaHT 2 [1nockas rpyanas kineTka 2
[ uneprenopusm rinas 1 BoponkooOpa3znas aeopmanus 6

'pYyAHHBI
[TaTonorus 3penus 4 Ulerkoe BaBieHuE HA TPYAUHE 2
["0o1yObIe cknepbl 1 Kudos -
[[Iupokoe nepeHoche 1 CKkomHo3 B
Cen10BUAHBIN HOC 2 ACTEHHYECKOE TEJIOCIOKEHHUE 1
OTTONBIPEHHBIE YIIH 2 KnnHOJaKTHIIMS MU3HHIIEB 1
[Ipupocmne Mouku 1 Jlerkoe BO3HUKHOBEHHE FeMaTOM 3
ACHMMETPHSI HOCOBOM MEPEropoKu 2 [ pbikn 3
Bricokoe HEOO 3 (CniaboCTh MBINII JKMBOTA 3
brieIHOCTD KOXKH 2 [lonepeunas HCYEPUEHHOCTH CTOM 3
[ToBbIIEHHAS PACTSIKMMOCTD KOXKHU S [1nockocTronue 3
Koska xak "3amma" 2 "HatonTeimu" 2
Hesxnas xoxa 2 Henonnas cungaktuaus 1 u 2 nanb- 2

[IEB CTOIIBI
BripakeHHBIH BEHO3HBIH PHUCYHOK 3 CanjaneBuaHas 1ieib 2
[KOKH
MOPIIHMHUCTOCTh KOXKH 2 Hallux valgus 3
[lurmMenTHbIE NATHA 1 [lonas crona 3
BripaxkenHas  runepmMoOUIBHOCTH 4 Hannuue py04uuKOB Ha KOXKe 2
CYyCTaBOB
KuneBuanas rpyaHas KieTka 5 PacmmpenHble  KanuuIpbl  KOXKHU 2

M1a, CIMHBI




JleBsaTubannbHas mwkana runepmodunbHoct P.Beighton (1998)

Tecr Cycrasbl

CnocoOHOCTB IPaBbIA  JICBbIH

1. maccuBHO OTOTHYTH Ha3aj V manell B MACTHO-(alaHrOBOM 1 1
cycrase Oosee yeM Ha 90° 1 1

2. TIaCCUBHO MpUBECTH [ masen K J1aJOHHON MOBEPXHOCTH PYKHU 1 1

3. aCCUBHO Pa30rHyTh JIOKTEBOU cycTas > 10° 1 1

4. MacCUBHO Pa30rHYTh KOJICHHBIH cycTaB > 10° 1 1

5. IHTEHCHBHO MPWKATh JIAJOHH K MONY, HE CTH0as KOJICHEH
Utoro 9
Onun 0amwt MOXKET ObITh TTOTYYEH [/ KaJKI0U CTOPOHBI TPU MAHUMYIAIUAX 14, I

[TOKa3aTCJIb FHHCpMO6I/IHbHOCTH COCTaBJIICT MaKCUMaJIbHO 9 Oanios.




Tpu cocTaBigOIYEe JUCILIACTHYCCKOIO CepALa

HapylweHue
CTPYKTYpPbI U

doyHkuun CT
cepaua

[MpocTpaHCcTBEHHOE
HEeCOOTBETCTBUE
pasmMepoB cepaua u
rPYOHON KNEeTKU




Table 2
Presenting symptoms of 557 surgical patients

Shortness of breath, lack of endurance, exercise intolerance
Chest pain, with or without exercise
Frequent respiratory infections
Asthma/asthma-like symptoms
Cardiology indicators
Cardiac compression (by CT, echo)
Cardiac displacement (by CT, echo)
Murmur on exam
Mitral valve prolapse
Other anomalies (BBB, aortic insufficiency, regurgitation,
hypertrophy, malformations)

Pulmonary indicators
FVC below 80%

FEV1% below 80%
FEF25_75% below 80%

92.6% (516)
71% (395)
34.3% (191)
34% (190)

85% (473/557)
73.4% (409/557)
26% (142/543)
15% (81/543)
16% (85/543)

26.3% (116)
32.1% (142)
52.1% (230)




PucyHOK. AIropuTM JHATHOCTHKH PACIPOCTPAHEHHBIX AHCIJIACTHYECKHX CHHAPOMOB H (eHOTHIIOB

ANTOPUTM AMATHOCTUKM OCHOBHbIX

OUCNNACTUHECKUX CUHOPOMOB MW @EHOTHUINOB

nccnenoBaHue

MONOCTY M TOUer

CKeneTHblie
Ko#HbIe
CycraBHbie

Mpoaanc MUTPanEHOrO KAanaHa
PaclipeHKe aopThb

Manbie Masbie aHoManum
aHOMaNMmn praHoB B HOM NOAOCT

cepaua Y NoYeK

MASS-nofo6HbIN GeHoTHN,

NAC, npenmyiecTeeHHo
MepBuuHbIA NMIVK

BUCLIEPaIbHO W TOKAN U3ALUK

MapdpaHonoaobHaA BHEWHOCTE

MappaHonof06HbIM He HOTH

InepconoaobHbin GeHoTMR

CvHopom MMC

Hepudpdepe HUMpOBaHHBIA peHoTUN ACT
[JoBporayecree HHaA rMNepmMo b bHOCTb CYCTaBOB |
ﬂOBbILUEHHBﬂAM cnnacTuuecran Crurmatmnaatma

IMpumeyanus: Y31 — yasrpassykosoe ncenenosanue; [IMK — nponarc murpansioro knanana; MASS-genornn — akpounm: Mitral valve, Aorta,
Sceleton, Skin; ITJJC — nosbiuennas aucnaacrudeckas crurmarnsauus; F'MC — runepmotuinbnocts cycrasos; JCT — auciuiaszus coenHUTENbHOI
TKAHH.



CunapoMm Map@dana

* CunapoM Mapdana — ayTOCOMHO-IOMMHAHTHOE,
MyJIbTACUCTEMHOE, TuiernoTponnHoe HHCT,
XapaKTEPU3YIOIIEECsSI BBICOKON BapHaOEILHOCTHIO
KIMHUYECKUX IPOSBICHUM.

e Jlmarnoctuka CM ocHOBaHa Ha [ €HTCKUX KpUTEPUS

* PazpuBacrcs CM u OnM3KHE K HEMY CUHIPOMEI H3-3a
MyTanui B ogHOM u3 AByX reHoB (TGFBR1 u
TGFBR2), kKoTOpBIE KOAMPYIO PELEOTOPHI
TpaHCpopMupyromero pakropa pocra (transforming
growth factor-3 -TGF-3)



National Marfan Foundation
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3HaHMe NPU3HaKoOB — MepPBbIN Lar K
CNACEHUIO XXU3HU

Please give to the 2013
Have Heart Campaign
Because knowing the
signs is the first step

toward saving a life.




* Cpean Bcex HacneacTBeHHbIX 3aboreBaHnN
coeauHUTENbHOU TKaHN HanbOonbLLUUNIA
MHTEpEeC a1 TepaneBTOB U Bpa4ven ooLLeN
NpakTUKM npeacrtasndaet cuHgpom MapdaHa

* [1poAoOMKNTENBHOCTb KXN3HWN 3TUX BONbHbIX
be3 Tepanun orpaHnyeHa 30-40 rogamu

* [lockonbky 3aboneBaHne MMEET 3aBEOOMO
Cepbe3HbIN NMPOrHO3 AsA XKN3HU U
TPYAOCNOCOOHOCTU MNaLUUEHTOB,
YCTaHOBIEHMNE AnarHo3a HaknagbiBaeT
0CODYI0 OTBETCTBEHHOCTb Ha Bpa4da npwu
nepBOn BCTpeYe C OOSIbHbIM



«Jltoan, KOTopbIX cnac UHTEPHET»

A
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McTopust bonesHn

« B 1896 rogy dpaHuy3cknn npodeccop—neanaTtp AHTOHMO
MapdbaH BnepBble npeactaBuns KNMHNYeCKoe HabngeHne 5—
rneTHeun aeso4ku abpuens ¢ HeOBbIYHBLIMUK, HEMPEPLIBHO
NporpeccupyroLLnMm aHoManmMamm ckeneta

« BHewHnn rabutyc abpuernb n NnogodHbIX NAUNEHTOB C TEX
nop ctanu nmeHosaTb cuHapomom MapdaHa. Kak no3agHee
BbISICHUNOCL, B AencTBuTenbHocTn [abpuens ctpagana
BPOXXOEHHOW KOHTPAaKTYPHOW apaxHo4aKTUIneu

* Yepes 20 net 6binin onucaHbl nepsble deHoKonum
MapdaHonogobHbIX CUHOPOMOB, B YaCTHOCTU, CUMHAPOMA
9KTOMNUKN XPYyCTarmnKoB C ayTOCOMHO—OOMUHAHTHbLIM
HacrnegoBaHuewMm, eule Yepes 30 net — cuHOpoMa gnnaraymm
N paccrioeHns aopThbl, Nponanca MMTpanbHOro KnanaHa,
9KTa3nun TBeEpON MO3roBon 060s1o4Km



[ eHTCKMe Kputepumn

 Ha coBpeMeHHOM aTane Hemnb3d onmMpaTbCA TOMNbKO NULLb Ha
reHeTU4eCcKyo AnarHoctuky cuHgpoma MapdhaHa, HO HYy>KHO
Yy4YnUTbIBaTb U PEHOTUNMNYECKME N3MEHEHNS

« PaHee cyuwiectBoBanu bepnmHckne Kputepum guarHoctuku. B
OCHOBE DbIN10 coYETaHME NOPaAXXEHMSA CKENeTa C NopaXeHnem
OBYX OPYrux CUCTEM, NPUYEM C HANMMYNEM KaK MUHUMYM
OOHOU Cepbe3HOU MaHuUdrecTaLnmn: IKTONUA XpyCcTanuka,
paclumpeHune (paccrioeHue) aopthl, dural ectasia

e B 1995 r 6b1nu npepnoxeHol NTeHTCKUe Kputepum
AanarHoctuku (Ghent criteria. l'eHT - ropoa B benbrun), B
KOTOPbIX BblAENAIT 3Ha4YnTEeSNbHbIE U MEeHee
3HaYnTeNnbHbIe AnarHocTn4yeckme Haxoakm (major and
minor diagnostic findings). lNepBble - 3TO naTtonorus
Oonblue xapaktepHas ana cuHapoma MapdaHa, BTOpble -
MOryT BCTpedaTtbca 6e3 Hanuuuna CM



[ @HTCKNe Kputepum

TpeboBaHusa K guarHoctuke CM pasnuyarotca B 3aBUCUMOCTHU OT
AaHHbIX HAaCNeACTBEHHOro aHaMHe3a:

- Ecnu cemenHbin nnn HacneacTBeHHbIM aHaMHe3 He oTarowleHbl, CM
yCcTaHaBnMBaKT NP Hann4mm 6onbLUNX KPUTEPMEB, NO MEHBLLEN MEpPE,
B OBYX pasfunyHbIX CUCTEMAX N BOBMNEYEHHOCTN TPETLEN CUCTEMbI
OpraHoB

- B cnyyae yctaHoBneHUsa MyTauum, KOTopasi U3BECTHa Kak
BbI3blBatowast CM y apyrnx, 4OCTaTOMHO O4HOro OONbLLIOro KpUTEPUS B
O HOW CUCTEME OpPraHoOB W BOBIEYEHHOCTb BTOPOW CUCTEMbI OPraHoB

- Ona nuu, HaxogsLWwmnxca B pOACTBEHHbIX OTHOLLEHUSAX C NAUUEHTOM, Y
KOTOPOro AnarHocTmpoBaH cuHagpom MapdaHa, 4ocTaToOuYHO Hann4vns
BoNbLIOro KPUTEPUSA B CEMENHOM aHaMHe3e, a Takke ogHoro 6onbLoro
KpUTepmns B O4HOW CUCTEME OpraHoB N BOBIIEYEHHOCTW ApPYron
CUCTEMbI OPraHoB.

B cny4yae BbinoriHeHUA NeHTCKUX Kputepues aAnarHoctuku CM
criegyeT NpoBeCTU MOJIEKYNAPHO-reHeTU4YeCcKoe uccnegoBaHue
ANS NoOUcKa MyTauum reHoB, Koanpyrowmx ouopunnmH



[ eHTCKMe Kputepumn

1. KOCTHO-CKeneTHble

boablme kpurepuu Maunbie kpuTepuun

[IpoTpy3us BepTIy>KHOU BIIATUHBI ApkoBHUJIHOE HEOO CO OKyIMBAaHHEM
3y00B

Kunesugnas nedopmarus rpyqHor [ 'umepMoOMIBLHOCTD CYCTaBOB

KJICTKH

BoponkooOpa3zHnas nedopmaius Hedopmanus yepena

(moka3aHa orneparysi)

OTHOIIEHHE MEXAY pa3MaxoM PyK U YMEpeHHasi BOPOHKOOOpa3Has
niHOoM Tena >1,03 nedopManus TpyTHON KIETKU

IlomoxxutenpHble TECThI | manbla u
3aIIsICThA

Ckonno3s >20' WM CIIOHIWJIONUCTES

CHUXXeHne BO3MOKHOCTHA
BBINIpsIMIIEHUA JIOKTS 10 170 rpan.

IImockocTomnue



[ @HTCKne Kputepum

2. Cncrtema opraHoB 3peHUd

[MoaBbIBUX XpyCTarnunka AHOManbHO nfockas poroeuua

[ToBbIllIEHHAS OCEBas JUTHMHA TJIA3HOTO
s10JI0KA ¢ MHUOIIUEH

['unonnasus paay>XxHON 000JIOUKH
WJIW THIOTUTA3Usl MepIaTeIbHOM
MBIIIIITBI, BBI3BIBAIOIIAS MHO3

3. TBepaass Mo3roBast 000JI0YKa

[TosicHUYHO-KpeCTIIOBasd AypajibHas OTCyTCTBYIOT
akTa3us, BeisBiaeHHas Ha KT nion MPT



[ eHTCKNe Kputepum

4. Cepae4yHo-cocyagucTas cuctema

Pacmmpenue BOCXOASIIEH a0pThI C [Iponaric MUTpaJIbHOIO KjlamnaHa
peryprutaiieit uiu 0e3 Heé u
BOBJICUCHHE CUHYCOB BaJibCaibBbI

PaccnoeHue BocxoasLien aopThl Pacmmpenue cTBosia IErOYHON apTEPUU IIPU
OTCYTCTBHHM KJIaaHHOTO WJIH Nepu(epuuecKoro
JETOYHOTO CTEHO3a B Bo3pacte Moiioxke 40 et

OOBI3BECTBIICHUE MUTPAJIBHOTO KOJIbIIA B
BO3pacTte MoJioxke 40 et

PacwunpeHne nmbo paccrioeHne CTEHKH
rpyoHon unu OproLWLHOWM aopTbl B BO3pacTe
mosioxe 50 net



[ eHTCKMe Kputepumn
5. Cuctema opraHoB ObiXaHUS

OTCYTCTBYIOT CnOHTaHHbIN NHEBMOTOPAKC, UK

AnuvkanbHble Bynnbl, NOATBEPXKAEHHLIE
PEHTreHorpamMmmon rpyaHomn KneTku

6. Koxa

OTCYTCTBYIOT ATpoduryeckme cTpmn, He CBA3aHHbIE C
BblpaXXeHHbIMU N3MEHEHNAMWN MacChbl Tena,
6epeMeHHOCTbLIO UITN YacTbIM JTOKaNbHbIM
MeXaHU4YeCKMM BO34eNCTBMEM

Peungusunpyowime nnm
nocneorepaunoHHbIe FPbKK



[ @HTCKne Kputepum

CemMenHbIn aHaMHe3

Hannune 6nmn3knx poaCcTBEHHWKOB, KOTOPbIE
HE3aBUCNMO YOOBMNETBOPSIOT OaHHbIM
ONArHOCTUYECKUM KPpUTEPUSAM

Hanwnymne mytaummn B reHe FBN1

Hanu4yne cpeamn poacreeHHmnkoB OHK-
mapkepos CM

OTCyTCTBYIOT



OI_ICHKEI IIPU3HAKOB BOBJICHCHUA COGHHHHTCHBHOﬁ TKaHHU B Oajax

Tabnuuya

OueHka NpPU3HaKkoB CUCTEMHOI0 BOBJI€YEHUSI COEANHNTEIbHON TKaHu

Nen/n IIpuzHak 1 KoJIMYECcTBO DAJLIOB

1 CumnroM 3ansacTba ¥ GOJBLIOrO Najbla — 3 (CHMMIITOM 3alACcTbA MM DOJBLUIOrO naJbia — 1)

2 Kunesupgnaa necdopmanua rpyaHoi Ki1eTkn — 2 (BopoHkooOpasHaa aedopMalys IpyAHOI KJIETKN
MJIM aCMMMEeTPUSA IPYAHON KiaeTku — 1)

3 Banbrycnasa pgedopmanusa cronsl — 2 (miockocronue — 1)

4 IInesmoTopakc — 2

) ODKTa3usa TBePA0ii MO3TOBOI 000J04YKY — 2

6 IIporpysusa tazobenpeHHOro cycraBa — 2

7 YMeHbIIIeHHOE OTHOLIeHMe BePpXHero CerMeHTa K HMKHeMy M yBeJIM4eHHOe OTHOIIeHMe pa3Maxa pykK
K POCTY U HeTsKeJasd cTeleHb cKoJmosa — 1

8 Cxos1o3 unm TopakoaoMbaIbHblil kKnugos — 1

9 Hepopasarubanue JoKTEeBOro cycraBa — 1

10 JIunessle npusHaky (Haauyue 3 u3 5) — 1 (qonmxouedannsa, s3H0(pTaabM, CKOLIEHHbBIe BHU3 IIa3-
HbIe I[eJI), IMIIONJIa3MuA CKYJIOBBIX KOCTeN, peTporHaTus)

11 Kosknbre cTpun — 1

12 Muonusa 6onee 3 quonTpuii — 1

13 IIposnanc MmuTpanbHOro knamnasa (1060 BapuanT) — 1




Pacuer Z - kpurepus

1. Ilnomaas nosepxHocTs Tesia (IIIIT) yenoBexka no popmyae [rodya

(DuBois and DuBois, 1916):

[T =0,007184 - (H - 0,725) - (M -0,425), rae IIIIT — muoniaas MOBEPXHOCTHU
terna, (M); H — pocT 4enoBeka, (cM);M — macca tena (Kr).

2. Pacyer J0J/IZKHOTO MaMeTpa aopThl AJis JaHHOro Bo3pacra (Roman M.J.,
1989): A/1Ka (em) = 1,92 + 0,74 - ITIIT*

3. Pacuer Z kpurepus:

Z = (AKa — 1/1Ka) / k rae k: njst Bo3pacra a0 20 jaer- 0,18, ot 20 10 39 saer- 0,24
ot 40JeT - 0,37

(IKa — nuamerp kKOpHs aopThl Ha ypoBHE cuHycoB Banbcanbssl; [[/IKa — nomkHbIM

IUaMETP KOPHS a0pPThI).



AJIrOpUTMBI IMarHOCTHKK COCTOSHUI Ou3kux cunapomy Mapdana, kotopsie

CIICAYCT BBIACIATD BO 130exKaHue ero FAINCPAUArHOCTHKH

Cunpom Oco0sbie ycioBus Anroputm

BeposTHblil cCHHAPOM 10 20 e, cnopaguyeckas uin | Z kpurepuii <3.0

Mapdana cemeiinas myrauus FBNI

Hecnermdpuueckoe 10 20 J1eT B OTCYTCTBUE CBCT (<7) w/unn Z xputepuii
HapyIICHUE myrtauuu FBNI <3.0)

COCMHHUTEILHON TKaAHH

MASS denorun Crapue 20 et CBCT =5 w/unu nokasarensb
KOpHS aopThl Z MeHee 2,0
Cunapom [IMK* Crapue 20 et Coueranne [IMK ¢ npuzHakamu

CBCT (xomuuectBo 6amios <5)




9.B. 3em1ioBCcKui

CEPIIEYHO-COCYIMCTBI KOHTUHYYM ITPU CUHAPOME MAP®AHA

Tabnuua 1

MpHMepbl BO3MOMHBIX 3HAYEHHIA NPU3HAKOB, YYaCTBYIOWMX B AWArHOCTHKE CHHAPOMa Maptana u paaa poAcTBeHHbIX HHCT
W 061aaloWMX HU3KOA (1-4) W BbICOKOR (5-8) cneunduyHocTbio [17]

MPU3HEKM C HU3KOW CreundUYHOCTI0

3Ha4eHus Npu3Hakos

Bo3smoxHoe HHCT

1 2 3 4
1 | MobunsHocTs cyctasos no Beighton (6annbi) 0-1 2 3 4u> ArMC, opus u3 Tunos €34, CM w ap.
2 | Pactaxumocts koxu (cm) 1,0-1,9 2,0-2,9 3,0-39 40un> OnwH 13 Tunos (34, CM u ap.
3 | ApkosugHroe Hebo (M) no1,9 2,0-2,9 3,0-3,9 40u> OguH w3 unos (31, CM w ap.
4 | PeumamsupyioLLme 1 nocneonepaumonHble rpeixit | QopManu3aLmns Npu3Haka 3aTpyaHeHa Opud n3 Tvnos C31, CM u gp.
(KONMYeCTBO rpbixX, 4acToTa PeLramnBoB 1 Npoy.)
MpW3HaKK € BLICOKOW CNeUNdUYHOCTbIO 1 2 3 4 HHCT
5 | OtHoweHue PP:P pot0 1,0-1,02 1,03-1,04 1,05u> Familial marfanoid habitus OMIM 154705
OtHowenue B:H 100,90 0,89-0,88 0,87-0,85 <0,85 unn CM
6 | Muonua (guontpuu) no1,0 1-1,9 2,0-2,9 30u> Familial ectopia lentis OMIM 129600 uan CM
7 | Mponanc cTeopku 3a yposerb MK (cm) 0-0,9 1-1,9 2,0-2,9 30u> Familial mitral valve prolapse OMIM 157700
wnn CM
8 | LnpuHa aopTsl Z-KpuUtepuia 1,0-1,2 13-16 1,719 20u> Aortic aneurism familial

(mns nuu crapwe 20 net)

thoracicl OMIM 607086 wnu CM

Mpumeyatue: ATMC = nobpokauecTsenHan runepmobunsHocTs cycrasos; C3[] = cusppom 3nepca—Llakno; CM = cunapom Mapdana; B:H = otHoweHWe BepxHero
CerMeHTa Tena K Hiuxsemy; MK = MUTpansHbii knana; PP:P = oTHOWeHWe pa3max pyk K pocTy; Z-KpUTEPMiA ~ HOPMUPOBAHHBIM NOKa3aTenb LWMPKHLI 30PThI.



0.B. 3emM10BCKuUi CEPIEYHO-COCYIUCTBI KOHTUHYYM ITPY CUHJPOME MAPOAHA

AHeBpM3Ma AUCTANIbHDIX Paspbis unu
OTAeNnoB aopTbl paccnoeHue
* Axespuama aoptoi Z23,0

AHeBpM3Ma KOPHA aopTbl aoprbl

222,0 J )

AopranbHas
t peryprurayus ApVITMMSI By, BZ::::TH:R
1. 7220+3X OCHOBHbIE KpUTEepUMU \
2. 7220+ MeFBN1
3. 722,0+CBCT Pemo,qenupoeauue
4 CACM+ 93X H PacwmpeHue aopTsl Z 22,0 CwmepTb
nnu CACM+ 222 7\ \ 7\
umnu CACM + CBCT
KMI
3kronus xpycranuka(3X) AxTiBauma XCH
HeMpPOropmoHoe
OtaroweHHbi no CM / ]\
cemeiiHbii aHamHes(CACM)
MyTauum reHa* Mponanc OTpbiB Xopab!
FBN1 (MZFB N1 ) CuctemHoe BOBNeYEHUE —> MUTpanbHoOro | MUTP. peryprutaums
*-duazHoz CM 803MOXEH U 8 coeanHuTen bHOW TKaHM sk
omcymcmeuu Mymayuu 2eHa (27 631"108)[(:8(:1']
FBN1




3 le!] Marfan & Related Disorder...

www.marfan.org/about

www.marfan.org/expectations

THE MARFAN . . '
FOUNDATION Know the signs. Fight for victory.

MARFAN & RELATED DISORDERS WHAT TO EXPECT RESOURCES & ANSWERS GET INVOLVED ABOUT US DONATE

GETTING DIAGNOSED

MARFAN & RELATECREEUE

Marfan syndrome is a genetic disorder that affects the body’s connective tissue. Connective tissue helps to hold the body’s cells, organs, and tissues

together and also helps to control how the body grows and develops.

There are also several disorders related to Marfan syndrome that cause people to struggle with the same or similar physical problems, and anyone

affected by these disorders needs an early and accurate diagnosis.

Marfan syndrome is a serious condition, and some complications can be potentially life-threatening. Although there is no cure for Marfan syndrome,
advances in medical care are helping people live a normal lifespan. And that is why early and accurate diagnosis is so important, not only for people with

Marfan syndrome, but also for those with related disorders.

Explore the links below to learn more about these disorders and how they are treated and cared for.

What is Marfan Syndrome?

Marfan syndrome is a life-threatening genetic disorder that affects our connective tissue, which helps to hold the

body’s cells and tissues together.

ARFAN SYNDROME?

m




6 @ www.marfan.org/about/signs
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MARFAN & RELATED DISORDERS

MARFAN &
RELATED
DISORDERS

WHAT IS MARFAN
SYNDROME?

WHAT ARE RELATED
DISORDERS?

WHAT ARE THE
SIGNS?

HOW IS THE BODY
AFFECTED?

CURRENT
RESEARCH

B G0 N S R —

WHAT TO EXPECT RESOURCES & ANSWERS GET INVOLVED

—

WHAT ARE THE SIGNS?

Knowing the signs of Marfan syndrome can save lives

People are born with Marfan syndrome and related disorders, but they may not notice any features until later in life. However,
features of Marfan syndrome and related disorders can appear at any age. Some people have many features at birth or as
young children. Other people develop features, including aortic enlargement, as teens or even as adults. Some features are
progressive, meaning they can get worse as people age.

All of this makes it very important for people with Marfan syndrome and related disorders to have ongoing monitoring,
especially for life-threatening aspects of the condition like aortic enlargement. An accurate and early diagnosis helps to ensure
1t. Some tr

proper tr 1ts can prevent symptoms from getting worse and ultimately save lives.

Some signs are easy to see

Every person’s experience with Marfan syndrome is slightly different. No one has every
feature and people have different combinations of features. Some features of Marfan
syndrome are easier to see than others. These include:

e Long arms, legs and fingers

* Tall and thin body type

o Curved spine

® Chest sinks in or sticks out

* Flexible joints

¢ Flat feet

o Crowded teeth

o Stretch marks on the skin that are not related to weight gain or loss

Other signs are harder to detect ) ;

Harder-to-detect signs of Marfan syndrome include heart problems, especially those related to the aorta, the large blood vessel
that carries blood away from the heart to the rest of the body. Other signs can include sudden lung collapse and eye problems,
including severe nearsightedness, dislocated lens, detached retina, early glaucoma, and early cataracts. Special tests are often
needed to detect these features.

What does Marfan syndrome look like?
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FIND A DOCTOR

Where can | find a doctor who knows about Marfan syndrome and related disorders?

A coordinated clinic is the best place to go for Marfan syndrome and related disorders
care. A coordinated clinic provides expertise in all Marfan-related specialties: genetics,
cardiology (heart), ophthalmology (eyes), and orthopedics (bones and joints).

If there is not a coordinated clinic in your area, we recommend making an appointment
with a geneticist or cardiologist because they are usually the specialists with the most
expertise in these conditions and can provide appropriate referrals to other necessary
specialists.

How can The Marfan Foundation help me find a doctor?

* Contact our help center at 800-8-MARFAN (800-862-7326) ext. 126 or support@marfan.org

* Download our clinic directory, which is comprised of Marfan syndrome and related disorder clinics around the United
States.

* Attend the Foundation’s annual family conference which provides free patient health assessments by the nation’s
experts for diagnosis and specific Marfan syndrome and related disorder issues.

What other resources are available?

® The American College of Medical Genetics has a medical genetics database you can use to find a knowledgeable
geneticist in your area. Helpful search terms include: connective tissue, bone/skeletal disorders,
cardiovascular/connective tissue, adult congential heart disease, adult medical genetics, pediatric genetics, and
genetics counseling.

* The cardiology or genetics department of a university medical center or teaching hospital may also be able to provide
expertise.
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PARTICIPATE IN A STUDY

A research study is a way that scientists and doctors find answers to difficult scientific or health questions that identify better
ways to diagnose, treat, or cure a disease.

Why should | participate in a research study?
Participation in a research study helps to:

* Find treatments for existing diseases to improve the health of both children and adults.
* Identify the best dose of medicines to prevent harmful effects or under-treatment.

Will being in a study help me or my child?

It is very important to understand that research is conducted to gain information about a disease, condition, drug, or treatment
that will benefit people in the future. Aithough, your family might not benefit from the results of the study, your participation will
certainly help the greater community affected with the disorder, including future generations of your family.

What are the benefits of participating in a study?
There are several benefits to participating in a research study. These include:

* Researchers test new drugs and treatments because they have reason to believe they might work better or be safer
than the standard care. In a study, you or your child may have access to a treatment that is not available yet. If the drug
or treatment is found to be helpful, you or your child may be among the first to benefit.

* Enrolling in a study may give you or your child a chance to see extra doctors or find out more facts about the medical
condition. A study may connect you with other families going through the same medical challenges that you are
experiencing.

* A study may offer closer monitoring or additional testing for you or your child, which may not be part of regular care.
Sometimes a study asks patients to keep a diary or have more frequent medical exams. Everyone in a study is
monitored closely.

What should | know before making my decision?

Choosing to participate in a research study is an important personal decision. Here is some information to help you make that
decision.
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e Jlucmiasus
COEIMHNTETLHOM e CTpyKTypHBIE N3MCHECHUS
TKAHU 4aCTO COEJIMHUTEIILHOU TKAHU;
COOTBETCTBYET
A0HOPMAaJILHBIM
CTPYKTYPHBIM H
(PyHKIIMOHAJIbHBIM
M3MCHCHHUSIM
COEJIMHUTEIILHOU
TKaHHU. JTO
IIPUBOJUT K
HapyIICHUSIM
MOP(OJIOTUH U
()yHKIIMH OPTaHOB.

1. ledbopManyy KOCTHOM
CHUCTEMBI




(GyHKIUMOHAJbHbIC U3MECHEHU A
COCIMHUTEJILHOU TKAHU

- Manbple aHOMaJIMK pa3BUTUSA CEPALA 1. I'unepMoOUIBLHOCTH CYCTaBOB

#255 115.0cmMI 0.9
P2-3ACI  GenTIs19
[2D] G50 ; 82dB)
FAT/P100 Y
HAR \

+D 3.36cm

xD 0.42cm

+DfxD 800.00%

Avg. 1.89cm 2

. TpaxeoOpoHxuabHasi JUCKUHE3US
3. MbieyHasi TMIIOTOHHS

4. Hapyuienus cepJIedHOro puT™Ma u
IPOBOJVMOCTH

- Pacmmmpenue cocyioB, NTO3bl BHYTPEHHUX
OpPraHoB U T.J.



 JacToTa BRIABICHUS OUCILIA3UN COCIUHUTCIBHOU
TKaHM JIOCTATOYHO BEIIMKA- OT 26% B CpeaHEM
Bo3pacte 110 30 % y AeTEU U IOAPOCTKOB B

3dBUCHUMOCTH OT I'PYIIIIBI HCCIICAOBAHMIA (3emuosckuii O.
B. ,2000; Kanypuna T.1,2000.; Heuaesa I'.1. u coaBTopb1,2006.)

* YCTAHOBJIEHO, YTO MAJIbI€ CTPYKTYPHBIE
AaHOMAJIMH CEPJIlA Yalle BCTPEYAOTCS Y JINIL
’KEHCKOTO I10J1a, JJOKAIHU3YSICh NPEUMYIIECTBEHHO
B JICBBIX OTAeax cepana. Hanbonee n3ydeHHBIM
SIBIISIETCS IIPOJIAIC MUTPAIBHOTO KJIaIllaHa.



* B Hacros1ee BpeMs U3y4YeHbI
(heHOTUIINYECKUE MapKEPhI U
BUCIIEPAJIbHBIC MPOSBICHUS
HAPYUIEHUN COCIUHUTEIIBHOMN
TKaHU CO CTOPOHBI OIIOPHO-
JIBUTATEJILHOTO arrapara,
CEPACYHOCOCYAUCTOU U
OpPOHXOJIECTOYHOM CHUCTEM,
OpTraHOB OPIOIIHOM MOJIOCTHU
M1 MaJIOr0 Ta3a, IMOYEK, KOXKHU
1 11a3. OgHako HanboJiee
CEPBHE3HBIE OCIIOKHEHUS
CBSI3aHBI C J€()EKTOM
COCYAUCTON CTEHKHU U
o0pa3oBaHUEM, a 3aTeM
Pa3pbIBOM COCYIAUCTHIX
aHeBpI/IBM . T.U. Heuaesa, ULA. Buxroposa ,2004

POCCHUIICKME PEKQMEHJIALIMU BHOK «HACJIEJICTBEHHBIE HAPYIIEHUS
COEJVHUTEJIBHOMU TKAHW» CEKIWA AUCIUIA3UA COEANHUTEJIBHOU
TKAHHI




» Hanmuune gedekra COeIMHUTEIILHOU
TKAHU IIPEANOJIaracT reHepain30BaHHEIC
COCYIIMCTBIE U3MEHEHU. 1aK, HaIn4uue
I[IpoJjIarca MUTPAJIBHOIO KJlallaHa C
perypruranueu B 1,8 pa3 HOBbIIIACT
PHUCK CHMIKCHHS KPOBOTOKA B

CpeﬂHeMOBFOBBIX apTepI/I}IX (H.C.KpacHomnonbsckas u
coaBT., 2008 )



o

Kapauosaornueckue
O0CJI0KHEHU S

BHe3anHas cepiieunas
CMEPTH

ApPUTMHYECKHAN
CUHJIPOM

OOpBIBBI JTOKHBIX XOP/]I

[ emomnaamMuueckue

HApYILICHUSA, CBA3aHHbIE
¢ IIMK II-11I ct.

Centnueckui
BHHOKapHI/IT 3.3emroBckni, 2000; C.

Octpomnoner u coarrt., 2003; A. Bonocoger, 1O.
Mapruentok, 2004; H. Haropnas u coast. u 1ip.
CropoxaxoB I'U. ¢ coasr.,2002; Takamoto T. et al., 1991;
Zuppiroli A. etal., 1994, Bonow R. et al.2006)

Cocyaucrbie 0CJI0KHEHUS

PaccimauBaronine aHeBpU3MbI

Bapuko3nas 60oisie3nb (TIJIA,
TPOMOO3bI)

['eMopparuyecKkui CHHIAPOM .

TonoBckuii u coanrt., 2000,.




OCHOBHBIC BapHUAHThI ITIOPAKEHUS COCYIOB
Opaxeone(panbHON 30HBI

* U3BUTOCTH COHHBIX
apTepuu

* TUIOIIA3US
IMO3BOHOYHBIX apTepUM

* AHOMAJIMM BXOXKJICHUS
IMI03BOHOYHBIX apTEePUM

* UX KOMIIPCCCHAA B
ITO3BOHOYHOM KadHAJIC




Ilens ucciaenoBanus

* BBISIBUTH pacipOCTPAHEHHOCTh OCHOBHBIX
COCYIMCTBHIX U3MECHEHUM Ha
SKCTPAKPAHUAIILHOM YPOBHE I10 JIaHHBIM
yIILTPA3BYKOBOM JIOIIEpOrpaduu COCYA0B IIEH
y IPAKTUYECKH 3JI0POBBIX B Bo3pacrte 20-24
JIE€T ¥ UX B3aMMOCBSI3b C (PCHOTUITNYECKUMU
MapKepaMu U CEPJCUYHO-COCYIUCTHIMHU
IIPOSIBJICHUAMH JUCIUIA3UU COCTUHUTEIIbHOM
TKAHU



Marepuai ucciie1oBaHuA

» MccnenoBanue ObLIO IIPOBEEHO B 20
CTYICHYECKHUX I'pymmax 6 kypca (248 4enoBek),
coImacHe Imoay4eHo y 230 4enoBeK, U3 KOTOPBIX
200 4em0BEK COOTBETCTBOBAIM KPUTEPUIM
BKJIIOUCHUS B TPYIIITY.

e Takum oOpa3zom, o0cienoBano 200 4eI0BeK B
Bo3pacte 20-24 JIeT, HE UMEIOIIUE XPOHUYECKUX
3a00JIEBAaHUN CEPACYHOCOCYIUCTON CUCTEMBI,
OCTPBIX U XPOHHUYECKHUX 3a00JICBAHUI HEPBHOMU
CHUCTEMBI.



KnuHudeckoe o0ciie10BaHue
AHKETHUPOBAHUE
AHTpOTIOMETPHUS

Oxoponmiepkapauorpadus u Y3nomineporpadus cocynoB OpaxuonedaiabHOn
30HBI MPOBOAMIACH HA

yIbTpa3BykoBoM ckaHepe Logic-5 Expert (GE).

METO/Ibl UCCJIEOBAHMS




MCTOAbI NCCJICAOBAHUA

e AHKETUPOBAHHUE BKJIOYAIO 57 BOOPOCOB U OBLIO
HalpaBJICHO Ha BHISBIICHUE:

. FI/IH epMO 6I/IHI)HO CTI/I CYCT aB O B HersTubamipHas 1mkana runepmoomnbHocT P.Beighton
. B ereTO CO CYI[I/I CTOﬁ I[I/I CTO HI/II/I OINPOCHHMK ]ISl BBISIBJICHUS IPU3HAKOB BETE€TAaTUBHBIX

n3MeHeHuii Beiina A. M.

. H e (I)I/IHI/ITa MarHI/IH PCLI uactutyT Mukpoanementos JOHECKO

. BHEIIIHUX CTUIM HACJIEACTBEHHBIX HAPYILICHUM
C O eI[HHI/IT eHBHOP’I TKaHI/I POCCHUNUCKUE PEKOMEH/IALIM BHOK «HACJIEJCTBEHHBIE HAPYIIEHU A

COEJIMHUTEJIbHOM TKAHW» CEKLIWA IUCIUIAZUS COEJUHUTEILHON TKAHU

5. KiIMHM4YEeCKUX MPOSABICHUN JUCIIIA3UA
COEIMHUTEILHON TKAHU

POCCHUIMCKUE PEKOMEHJIALIMM BHOK «HACJIEJICTBEHHBIE HAPYILIEHISA COEJUHUTEIBHOM TKAHW» CEKLWS JUCIUIA3ZUS COEJJMHUTEILHOM TKAHU

S W N =



MeToabl UCCIECAOBAHUS

* B Xxoxe o0cnemoBaHms CTYyIEHTOB OLICHUBAINCH
CIEIYIOIAE aHTPOIIOMETPUUECKHE
IOKa3aTeIu:

1. Poct

2. Pazmax pyk

3. JlnyHa nagoHu
4. JInruHaA CTOIIBI




PacnpocTpaneHue BHEHIHUX CTUIM TUCIVIAZMM COCAMHUTEIbHOU TKAHU
O6cnenoBano 200 ctyneHToB 6 Kypca B Bo3pacte 20-24 net

Biieminne npH3HaKh
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PacnpocrpaHeHne BHEIIHUX CTUTM
JIUCILIA3UU COEIUHUTEILHOU TKAHU

B pesyinbrare « Her cturm

HCCJICIOBAHUS 20% \

BBISBJICHO: n=40

20% (n=40) nu1, S —
HC UMCIOIIIUX 20/ \\\\ - 1 CTUTMa
JUCIITIACTUYCCKOI'O n—4 28% n—56
(deHoTHIIA M5 CTHTM |

BHCIIHHNH IIPHU3HAK R0
0

80% (n=160) %
o0cCIeyeMbIX UMEIU
KaKoi-mnoo
o M 4 cTUrMBI
M 2 CTUIMBI

HACJICICTBCHHOI'O _

n=16 18%
HapymCHUA . w3 CTI/IFMBI n=36
COCANHUTCIIBHOM 20%

TKAHHU n=40



CTpyKTypa MajbIX aHOMAJIMM Pa3BUTUA
cepira

B Pacmupenue OTtkprITOE
BOCXOZALIET / OBaJIbHOE
OTJIeJIa a0PTHI OKHO

2% 3%
n=4 JI0I1 XOp/ia n=b

15%

n =30 et MAPC



I Iponaric MuTpanbHOro KjamnaHa 1 €ro
(P€HOTUITMYECKUE MAPKEPHI



J1OoTIOTHUTEIbHAS XOPpaa JIEBOTO
KEIIyIoUKa U €€ (DEHOTUIIMYECKUE
MapKEPhL



CTpyKTypa U3BMEHEHHM COCYI0B
Opaxeone(dalIbHON 30HEI

KOMITPECCHS
15%
n=29

B 3BuTtocTh BCA

7% B runomwrasus [TA
n=14 5%

n=10



Pe3ynbsraThl

« YacTtoTa BbIgBNEHHbLIX aHOMaNUn pa3BuUTUA cepaua v
cocynoB (M3 65 obcnenoBaHHbIX)

[Tponanc mutpanbHOro knanaHa —y 15 yenosek (11%)

[lononHunTenbHasa xopga nesoro xenygoyka — y 20
yenosek (16%)

N3BUTOCTb BHYTPEHHEN COHHOW apTepun - y 7 YernoBekK
(5%)
[ Mnonnasns No3BOHOYHOW apTepumn —y 7 Yenosek (5%)

Bbicokoe BnageHne no3BOHOYHOU apTepuu - y 20
yenosek (15%)

Komnpeccusa no3BOHOYHOWU apTepun - y 25 4YenoBek
(18%)



3BUTOCTH, BHYTPEHHEN COHHOU
apTepud U (PCHOTUIINYCCKUE MAPKEPHI

[
Kl//



| nmonrazus MO3BOHOYHOU apTEPUU U
(EHOTUIINYECKHUE MAPKEPHI

THuOKOCTE
NNO3BOHOYHHUKA

TL1ockocTOnMU e




KoMrIipeccus 1103BOHOYHOM apTEPHHM.
CBsI3b ¢ (PECHOTHIIMYECKUMHU MapKepaMH

Bricokoe Bnanenne ITA I'nnepMoOHIBLHOCTH

r= 0,44 | JIOKTEBOI0O CyCTaBa

Kommnpeccnst

MO3BOHOYHOH
\pTeplm

CooTHOImEenne IJIAHA : s I'unepMoGHIBLHOCTE
JaT0HH/POCT> | 60JIbIIOT0 MAIbIA

r=0,32 r=0,32




Bricoko€ BIIageHNEe NO3BOHOYHON apTECPHUH U
(P€HOTUIMNYECCKUE MapPKEPhI

Kosddpuiimenr Bucuepanbabii
KOppEISLUU TIPU3HAK



CoorBercTBHE PEHOTUNIMYECCKUX MAPKEPOB, CEPACYHOCOCYIUCTHIX
U3MEHECHUU M KIUHUYECKOU CUMIITOMATHKHU npu ducniiazum
COCIMHUTEJIHLHOU TKAHU

Bricokoe HEOO [Iponaric MUTpaJIbHOTO Hapymienus putma
CananeBuiHas MIETb KJlaraHa
PacTsxuMoCTh KOXHU

He BbIsBIIEHO N3BUTOCTH BHYTPEHHEN He BbIsABIIEHO
COHHOM apTepuu

IInmockocTomnue I nmoriasusga MO3BOHOYHOM He BBISABIIECHO
['MOKOCTH MO3BOHOYHUKA apTepuu



CoorBercTBHE PEHOTUNIMYECCKUX MAPKEPOB, CEPACYHOCOCYIUCTHIX
U3MEHECHUU M KIUHUYECKOU CUMIITOMATHKHU npu ducniiazum
COCIMHUTEJIHLHOU TKAHU

KomnuectBo Bricokoe Bnajienue beccumnToMHO
(EHOTUINYECKUX MapKEepOB  IMTO3BOHOYHOM apTepuu

oonee 4

['unepmMoOUIBLHOCTH KomMmpeccust mo3BOHOYHOMN ['onoBHBIE OOH
OOJIBIIIOTO Majblia, aprepuun HAMPSDKEHUS, XPYCT B IIEE

JIOKTEBOT'O CyCTaBa
CooTHOLIIEHUE NJTUHA
nagonu/poct>11%



Ilokazarens Berero-cocynucron

JIMCTOHUU
OEHOTUIINYECKHUE MAPKEPHI

- [ umepMoOmiIbHOCTh MU3HHLA (1=0.32)

- Cxomno3 (r=0.34)

- | nmepMoOMIILHOCTH B KOJIeHHOM cycTaBe (r=0.36)
- Pazmax pyk/poct > 1,05 (r=0.32)

KinHnueckue nposiBIICHUSA

- obmas ciaadocth (1=0.30)

- kapauanarus (r=0.31)

- HapymIeHue CTpyKTypsl cHa (r=0.30)

- 10OpPOKaYEeCTBEHHOE ro10BOKpYykeHue (1=0.31)



IToka3arenp aedpuuTa MarHus

OEHOTUITHYECKUE MAPKEPHI
- Ckomno3s (r=0.30)

KiInHnYEeCKHUe pOosIBICHUA

- obmas cimadocth (r=0.63)

- kapaunanrus (1=0.42)

- HapylIeHue CTpyKTyphl cHa (1=0.58)

- 10OPOKAYE€CTBEHHOE roJ0BOKpykeHue (r=0.42)
- HapylIeHue CTpyKTyphl cHa (1=0.58)

- Hapy1IeHus putma (r=0.44)

- CHIDKEHME TOJIEPAaHTHOCTH K Harpyske (r=0.39)

- IOKA3aTelIb BEreToCOoCyaucTon AucToHnM (r=0.66)



Takum o0Opa3zom

* PacmpocTpaHEeHHOCTh U3MEHEHUN COCYIOB = =
OpaxeolnedalbHOM 30HBI IO JAHHBIM YIBTPA3BYKOBOM
gorieporpaduu y 310poBbIX B Bo3pacte 20-24 net
cocTaBisieT 49% nu npencraBieHa BBICOKUM
BITAJICHUEM [IO3BOHOYHOU apTEPUH, €€ KOMIIPECCUEHN U
TUIIOIIA3UEU, U U3BUTOCTHIO BHYTPEHHEN COHHOM
apTEPUM.

* BBICOKOE BIAJCHUE MTO3BOHOYHOU apTEPUM
BcTpedaeTcss B 23% 00CIeI0BaHHLIX , HE
ACCOIIMUPYETCA C KOHKPETHBIMU MapKEpaMu
JTUCIUIA3UU COCAMHUTEIBHOU TKAHU, HO JOCTOBEPHO
3aBHUCHUT OT KOJIUYECTBA (PEHOTUIIMYECKHUX IIPU3HAKOB.



BBIBOJIBI

s 7\

« KoMmpeccus mo3BOHOYHON apTepPUH BCTPEYAETCS B
15% cirydaeB M301UpPOBAaHHO U B IIOJIOBUHE CIy4YacB
COIIPOBOKJAAET aHOMAJIWM BIIaJCHUS, O0YCIIOBIICHA
HECTAOMIbHOCTBIO B IIICMHOM OT/ICJI€ NO3BOHOYHHUKA
CBsI3aHa C TUIIEPMOOMIILHOCThIO U
AHTPONIOMETPUYECKUMHU MapKEPaAMU JUCIIIIA3UA
COCJIMHUTEIbHON TKAHU U IIPOSIBIISIETCS TOJIOBHBIMU
OO0JISIMA HAIPSHKCHUS.

* MI3BUTOCTh BHYTPEHHEU COHHOW apTEPUHU CO
CTEHOTHYECKHM OTOKOM B 30HE U3BUTOCTH
BcTpedaeTcsa B 7 % HE3aBUCHUMO OT (DEHOTUITHYECKHUX
MapKEPOB U MPOTEKACT OCCCUMIITOMHO.



BBIBOJIBI

 ['mronya3us MO3BOHOYHOM apTEepHUH BbISIBICHA ObLIA Y
5% 00clIeI0BaHHBIX U ACCOLIMUPOBAaHA C KOCTHBIMHU M
CYCTaBHBIMHU MapKEpaMH JUCIIA3UU COCIUHUTEIBHOU
TKaHU 0€3 ONpelCICHHBIX KIMHUYECKUX IPOSBICHUIM.

* | MepMOOMIBHOCTh CYCTaBOB ¥ IO3BOHOYHMKA
ACCOIIMMPOBAHA C BETE€TaTUBHOM JTUC(HYHKIIUECH U
Ae(OULIMTOM MarHus, 4TO IPOSIBIISICTCS
Hecneu(pUIECKON CUMIITOMAaTHKON, HE
00yCIOBIICHHONW MaJIbIMH aHOMAJIHUSIMHU Pa3BUTHS
CEepALa U COCY/IOB.



LIEJIb PABOTDI

* BbiaABUTb pacnpocTpaHEHHOCTb [ eHTCKUX
Kputepmes cuHapoma MapdhaHa cpeau
CTYyOEHTOB MegMLUMHCKOW akageMum u nx
CBA3b C aHOManMsaMun pa3BUTUSA cepaua u
COCyOOB



3agayu

1. NNpoBecTu TecTUpoBaHNE CTYOAEHTOB 6 Kypca Ans
onpegeneHna Hanboree 4YacTo BCTpevatoLLnXCs
NPU3HAKOB U BblAENeHna rpynnbl pucka Hanndung
cuHgpoma MapdaHa;

2. Bblpenutb Hanboree 4yacTo BCTpevatoLlmecs
Kputepum cuHgpoma MapdaHa B ykazaHHOU
KOropre;

3. [lpoBecTun axokapauorpadpunyekoe nccrnegosaHue
n Y3l cocynos wewn Ang BbisBIEHUA aHOManun
pa3BuUTUS cepaua n cCocyaos;

4. 13 uncna 'eHTCKUX KputepmeB BbIABUTb
Handornee 3Ha4Ynmble, aCCOLMNPOBAHHbIE C
nopaeHnem cepaua 1 cocyaos.



MaTepunan

» TecTupoBaHme no [ eHTCKNM KpUtepuam
nposegeHo y 135 cTyneHTOB 6 Kypca B
Bo3pacTe 20 -26 nert, 45 my>xuuH, 90
XKEHLLMH.

o DxOoKapaunorpaduyekoe ncecnegoBaHue
npoBeaeHo y 65 yenosek (48%
obcnenoBaHHbIX), 25 MYX4KnH, 40 XXEHLLWH.



MeToabl

AHKeTa
1) CnumnToMm 3anACTbS
2) CumnToM 6osbLOro nansua

3) KnuneesuagHas geopmauums rpyaHou
KNeTKn

4) BopoHkoBmaHaa gedopmauuns

5) BanbrycHasa gedopmauna ctonbl
6) lNnockocTtonue
)

/) COOTHOLLUEHME pa3mMmaxa pPyK K poCTy
bonbLue 1



MeTtoabl

8) Ckonmnos

9) TopakorntombarnbHbIN KNGO3

10) HepgopasrnbaHne NoKTeBOro cycraBa
11) MyboKo nocaXeHHble rnasa

12) CKOLUEHHbLIE BHU3 rMasHble Lenu

13) COBUI HUXKHEW YENOCTU K3aau
14) KoXHble cTpun

15) Mnonuga donbwe -3 oNTp.



IxoKkapaunorpadpus

Obpallanocb BHUMaHME Ha
9KTa3nK NPOCBETa aopThl,
Hann4yne aopTtanbHOW
peryprutauuun, nponanca
MUTPAarnbHOMo KnanaHa,
OOMNONMHUTENBbHbLIX XOpA4 NEBOro
XKenyagodka



OKTa3nd aopThbl




AopTanbHaga peryprmtaumsa

P2-4BAICardiac/FPS23D1/14.0cmiGen MI0.89/TIs1.1
6581103dB/IFA2/P95
C] G6014.00kHZFA2/F1/8




[lponanc mnTpanbHOro KnamnaHa

#255 115.0cmMI 0.9
P23ACI! GenTIs19
[2D] G50 / 82dB
FA1  P100
HAR

$AB00

+D 3.36cm

xD 0.42cm
+DixD 800.00%
Avg. 1.89cm

Lossy 3:1
=



[lononHUTENbLHasa xopaa NeBoro
Xenyaouka

#247 /15.0cmMI 0.9|20-09-2006
P2-3AC Gen Tis 1.9|17:00:37

[2D] G50 / 82dB},

FA1 }P100 °
HAF{\
\




YnbTpasByKOBOE UccnegoBaHue
COCYy[OB

* lccnepoBanoch ansg AMarHOCTUKA
NaTosIorM4Yeckom U3BUTOCTU BHYTPEHHUX
COHHbIX apTepun, rmnonasnmn, BbICOKOIO
BNageHns1 1 KOMMNPECCUM MO3BOHOYHbIX

apTepuu



MN3BUTOCTb BHYTPEHHEN COHHOWU
apTepun




[ Mmonnasnga N03BOHOYHOW apTepun

Lt Vert A Volume Flow: 0.2120L/min A= 0.12cm2
TAMN= 29 . 4cm/s




Pe3ynbsraThl

* [1o Hannuunio 'eHTCKNX KpUTEPUEB
nogo3peHne Ha cuHapom MapdbaHa obino
BbICTaBI1IEHO Yy TpeX cTyaeHToB. [locne
KIMMHNYECKOro 1 YrbTpa3ByKOBOIo
obcnegoBaHUAa AnarHo3 cmHapoma
MapdbaHa Obin BriepBble MNOCTaBI1EH B
ogHOM crny4yae



deHoTUNMYeckmne mapkepbl

[lpoasneHunamun cuHapoma MapdaHa B aTux
cry4vyasx obinu

*Bbicoknmn pocT

*Pasmax pyk borbLle pocTa
*ApaxHoOaKTUnug

*CKONnos

«[ledbopmauusa rpyaqHoOU KneTku
‘Mwuonus



[lopakeHne cepaevyHO-CoCyanCTON
CUCTEMDI

* [1ponanc mMnTpanbHOro KnanaHa 2 CTeneHu ¢
peryprmtauuen 2 cteneHu, cepua
OOMONHUTENbHbLIX XOpA4 B JIEBOM Xenyao4ke

* YMepeHHasa aKTa3ns aopThl,
aCUMMETPUYHOCTb CMblKaHUSA aopTalbHbIX
CTBOPOK, peryprutaumsa 1 cteneHu Ha aopTe

* [Mnonnasuna n komnpeccua npaBowu

NO3BOHOYHOW apTeEPMK, BbICOKOE BriajeHune
00enx NO3BOHOYHbLIX apTepUn



Pe3ynbsraThl

» 0-2 6banna - 67 %( 90 yen.)
« 3-5 bannoB — 29 %(39 ckonbKko 4en)

* 6 N bonbLie bannoB — 2 YyenoBeka, u3

KOTOPbIX AMarHo3 noaTrBepXaeH B 1
clyyae, BbicTaBlieH paHee B 1 cny4vae. B
nocnegyroLwem aHanumse 3T nauneHTbl He

y4yacTBOBanNu



Pe3ynbsraThl

« YacTtoTa BbIgBNEHHbLIX aHOMaNUn pa3BuUTUA cepaua v
cocynoB (M3 65 obcnenoBaHHbIX)

[Tponanc mutpanbHOro knanaHa —y 15 yenosek (11%)

[lononHunTenbHaa xopga nesoro xenygo4vka —y 10
yenosek (8%)

N3BUTOCTb BHYTPEHHEN COHHOW apTepun - y 7 YernoBekK
(5%)
[ Mnonnasns No3BOHOYHOW apTepumn —y 7 Yenosek (5%)

Bbicokoe BnageHne no3BOHOYHOU apTepuu - y 20
yenosek (15%)

Komnpeccusa no3BOHOYHOWU apTepun - y 25 4YenoBek
(18%)



Koppenauumn mexay [ eHTCKknmmn
KPUTEPUAMU U MarbiMU
aHOManuamu cepaua n cocyaon



[lponanc mmnTpanbHOro KnanaHa

« CnmnTom BbonbLioro nasnsLa (a)
* CumnToMm 3ansacTtbs (b)




[lononHutenbHasa xopaa




MN3BUTOCTb BHYTPEHHEN COHHOWU
apTepun
* Muonus
* Kngos

H
Kyphotic Dvy

EES spine [ spine Hvcr
R <24 N, |

'
VVVV
""""""

et e

arte”




[ Mnonnasnsa N03BOHOYHOW apTepUn

* CTpun
 Ckonunos




BbicOkoe BnageHue

nET



Komnpeccna no3BOHOYHOWU
apTepum
* CTpun
* Paszmax pyk borblie pocTa



BblBOLbl

1. PacnpocTpaHeHHOCTbL MOPOroBOro YpOBHS
[ eHTCKUX KputepmeB y ctyaeHtoB Henl MA
(6 6bannos n bonblue) coctaBnsgeT 1.4 % (2
YyenoBeka n3 135 obcnegoBaHHbIX) C
npenckasaternbHon ueHHocTbio 100%



BblBOLbl

2. Hanbonee YactbiMn €HOTUNMNYECKNMU
KPpUTEPUAMUN ABUNNCH

CTpPpUnN, MNONMnNA, MIMOCKOCTOMNNE, padMax PYK,
CKOJ1INO3.



BblBOLbl

3. Hanbornee 3Ha4MMbIMU KpUTEPUAMU AN
onpeneneHnsa Hann4na manbiX aHoManmu
cepaua ABUMUCb NpuU3HKan 005bLLIOro
nanbLa 1 3andacTbsa U CTPUN, a HaNMN4mns
COCYOAUCTbIX UBMEHEHUN — CTPUN, MUNOMMUS,
KO3, CKONMo3, NpU3HaKk «pasmax pyk
bonblue pocTay.



IHEJIb PABOTbI

BBISABUTH pacnpOCTPAHEHHOCTD
¢penorunnueckux mapkepoB CCT/l y manueHTOB
¢ UbC u ux CcBsA3b C MOPAKEHUEM AOPTHI U
COHHBIX apTEPUU.



* [IpoBEIEHO OTHOMOMEHTHOE CILIOIMIHOE
HCCIICOBAHUE «CIIYYa-KOHTPOJIbY C
BKJIFOUEHHUEM BCEX MAIMEHTOB,
TOCITUTAIU3UPOBAHHBIX B ABA OTICIICHUA
Knuauku FOI'MY B ¢deBpaine u anpene 2015
roga, COOTBETCTBYIOIIUX KPUTEPUIM
BKJIFOUEHUS B UCCIIEI0BAHUE.



Marepuai

« OocnegoBano 100 yenoBek B Bo3pacte 50-59 xert, 50
MYKYHH U 50 KEHIIUH, U3 KOTOPBIX SO — MaryeHThl
XUPYPruveCcKoro npo@uiisi 0€3 COmyTCTBYIOIIUX
CEpJICYHO-COCYAUCTHIX 3a00neBanuid, 50 — maluMeHThI
KapAUOJIOTHYECKOTO OTACIICHUSA
TOCHUTAIIM3UPOBaHHBIE ¢ nuarHo3oM NbC,
cTeHOKapaus HanpsbkeHus 2-3 OK. ApreprnanbHas
TUIEPTEH3UA BhIABICHA B 88% ClIy4yacB, CaxapHbIU
nuaoet B 14%.



MeTOo bl

* BrIsiBI€HHE KOCTHO-CKENIETHBIX MapkepoB CCT/L u
BHeceHue ux B Kapty — 100%

 IIpoBencHue 3xoKkapauorpad@uu 1Jisl BEISIBICHUS
CUMIITOMOB 3KTAa3UM a0OPThI U IIPU3HAKOB
A0pPTAJIBHOIO CTEHO3a WJIM a0pPTAJILHOU
HENOCTAaTOYHOCTHU — y nanueHToB ¢ bC

* IIpoBenenne Y3JII' COHHBIX apTEpUM A1 BHIABICHUS
3HAYUMBbIX U3BUTOCTEN BHYTPEHHEN COHHOM apTEPUU
— y naueHToB ¢ MbC.




KOCTHO-CKEIEeTHBIC MapKEPHI Y JIUI] 0€3
CEPICYHO-COCYAUCTHIX 3a00JICBaHUI

» Pa3zmax pyk Ooubiie pocra — 16%

e YKa3aTelbHBIN MaJIeI] 00IbINe OE3EIMIHHOTO —
14%

 [Inockocronme — 14%

e Xamoc Balbryc — 16%

o CanneneBuaHas nieib — 6%

e Ckoimo3 — 6%

 Jledbopmanus rpygHou kiaetku — 10%



KOCTHO-CKEIETHBIE MapKEPHI Y
nanueHToB ¢ UbC

» Pa3zmax pyk Ooubiie pocra — 16%

e YKa3aTelbHBIN MaJIeI] 00IbINe OE3EIMIHHOTO —
14%

 [Imockoctomnue — 12%

e Xamoc Baibryc — 14%

o CanneneBuaHas nieib — 6%
o Cxonno3s — 24%

 Jledbopmanus rpygHou kiaetku — 30%



e TakuM 00pa3zom, aepopMai rpyIHON KIICTKH
M CKOJIMO3bI Y nanueHToB ¢ MMbC BecTpeuanucey
B TPM pas3a yalle, 4yTo Ipearnoiaract
OONOJIHUTEIBHBIN (PakTop pucka CC3y
nanueHToB ¢ CCT/I B Buae
IIPOCTPAHCTBEHHOI'O HECOOTBETCTBUSA CEPJILIA U
TPYAHOU KIIETKU.



[TopaskeHne aopThl M A0PTAJILHOIO KJIaraHa
y naiueHToB ¢ UbC

e DKTa3us apThl M0 MOKA3aTEI0 OTHOLICHUS JUaAMETPa
aopThI K pocTy — 16%
* [IpusHaku aopTanbHOro cTeHO3a — 14%, U3 KOTOPBIX

4% (2 yesmoBeKa) ¢ IMOKa3aHUSIMM K OIIEPAaTUBHOMY
BMEIIATEILCTBY

 [Ipu3Haku aopTaIbHOM HEAOCTATOYHOCTH — 22%, 13
koTOpbIX 10% (5 yenoBek) — BeIlIe 1 cTeneHU

« KanpnuHo3 aopranbHOro kiamaHa — 6% (3 yeiroBeka)



I lopaxxeHre COHHBIX apTEPUU B
nanueHToB ¢ UbC

e 3BUTOCTH COHHBIX apTepuit onrcaHa B 70%
cay4dasax (y 35 gyenoBek u3 50), U3 KOTOPBIX
CTEHOTHYECKHUE MOTOKHU 3aPETUCTPUPOBAHBI B
30% (y 15 genoBek u3 50).
ATEPOCKICPOTHYECCKUE OISAIIKH B COHHBIX
apTepHUsX BBISABICHEI Y 32 yenoBek (64%).
3HAYMMBIX CTE€HO30B C IIOKA3aHUSIMU K
OIIEPaTUBHOM KOPPEKIUM BBISIBICHO HE OBLIO.



* [IpoBenicH KOppENAIIMOHHBIN aHAINU3
MOJYYCHHBIX U3MECHECHUM Ha 3XOKapAHOrpaMme
M Han0O0JIe€ 4aCTO BCTPEUYAOIIUXCS
(¢penorunuueckux MmapkepoB CCT/I.
YCTaHOBIICHBI CIIECAYIONINE MOJI0KATEIBHBIC
CBSI3U CpeaHEr CHIIbI (KO PHUIIHEHT
Koppesaunu Boime 0.28)



Oenorunnueckne Mmapkeposl CCT/]
M DKTa3Hs a0PThI

OTHOIIIEHHUE
pa3Maxa pyK K

pocTy

Jlnamerp
a0pPThI



Oenotunmueckue mapkepsl CCT/I n
aopTalibHAsI HEJIOCTATOYHOCTD

AopranbHas
HEIOCTAaTOYHOCTH

CangaaeBuaHas mejab

Hedopmanus rpyaHoun
KJIETKH

bauszopykocTb

IL1ockocTonue



Oenorunnueckne Mmapkeposl CCT/]
1 U3BUTOCTh BCA

CKOJINO03

HN3BUTOCTE
BCA

IHJIOCKROCTOIINE



Takum 00paszom,

Y nanuentoB ¢ UBC B Tpu pa3a yamie BcTpedyarTca aedpopmauun
MO3BOHOYHMKA (CKOJHO3bI) U TPYAHOM KJIETKH (KUJIEBUIHAA U
BOPOHKOOOpa3Has)

CooTHOLIEeHHE JJIMHBI PYK K JJIMHE TeJIa ABJSAETCA PUCKOM Pa3BUTHUSA
IKTA3UU A0PTHI

ILiockocTonue, caHaaIeBUAHAS 1IeJb HA cToNe, AedopManuu rPyTHON
KJIETKH YBEJIMYUBAOT PUCK U THXKECTh A0PTAJIbHOU HETOCTATOYHOCTH.

ITaumeHTHI ¢ *MEHIIUMCH CKOJIUO030M U MJIOCKOCTOIMEM COCTABJISAIOT
rpyniny pucKa no pasBUTHUIO U3BUTOCTE BHYTPEHHEH COHHOM
apTepum.



ACTEHHYECKOE TEJIOCIIOKEHUE




Ckomno3 KpBUIOBUIHBIC JIONIATKH




[ mnepkudo3 rpyaHOro OTIeIAa
IMTO3BOHOYHHKA

Eip oam Wt _i
RPN S
e L ST
PR AR
e




U KJIETKH

Jleopmanus rpyqHo

BopoHkoobpa3Has

KunesuaHas




3MeHEeHHE OTHOIICHUS BEPXHETO M HUKHETO CETMEHTOB Tella
1 OTHOIIICHUE MEXKTY pa3MaxoM PyK U POCTOM




HenopasButre HUXKHENU YEIIFOCTU




ApaxHOIAKTUINSA




[1o10)KHUTENBHBIN TECT JIYUYE3AISICTHOIO CyCTaBa

1 O0JIBIIIOTO Mablia
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[ nrepMoOUIILHOCTE CYCTABOB.

PucyHox 1. Ouexka sunepmoBunt HOCMU CYCmMagoe no wkane Sedmoxa




Cunapom Dnepca - /lanio

Jlnarnoctuka cunapoMa Jiaepca-anno (COI) ocHoBaHa
CerojiHs Ha Bunb(paHIICKUX KpUTEPUIX

B HHUX BBIJEIICHBI IIECTh TUIIOB: KJIACCUYECKHH,
TUIIEPMOOMIIBHBIN, COCYAUCTBIN, KH(POCKOIHUOTHYECCKUH,
apTpoxajas3us, IePMATOCIIAPAKCHUC.

boibIye 1 Mabie JUAarHOCTUYSCKUE KPUTESPHUU
ONPEICIICHBI IS KaXKI0TO TUIIA U JOIOJIHCHBI JTaHHBIMU
1a00paTOPHBIX HMCCIICAOBAHUIA.



Cungpom Jnepca — Jlanio
Kiaccuueckuu Ui

bounbime kpurepuu

1. IloBbllIeHHAs PACTKUMOCTD KOXKHU.

2. Ilupoxue arpoduyeckue pyOibl
(mposiBiieHHE ¢J1abOCTH TKaHEH)

3. I'unepMoOMIBHOCTH CYCTaBOB.

Mamnelie kpuTepun

['magkas, GapxaTucTas Koxa.
MoIITIOCKOUHBIE TICEBIOOITYXOIH.
[TonkoxxHBIE Chepuieckre 0Opa3oBaHMUs.

Oc0XXKHEeHUS TUTTIEPMOOUIBLHOCTH
CYCTaBOB (pacTsHKEHUE CyCTaBa, BEIBUXU U

MOIBBIBUXH, ITOCKocTomue) [Beighton and
Horan, 1969].

MpbIiiieuHas T'IIIOTOHMA, 3aACPIKKaA
Pa3BUTHUA MOTOPHUKH.

VYmob! U KpOBOIIOATEKHU MIPU
HE3HAYUTEIBHBIX yapax.

BripakeHHBIE TPOSIBICHUS PACTAKUMOCTH
1 c1a00CTH TKaHeH (rpbhka MUIIIEBOIHOTO
OTBEPCTHSI, aHAJIBHBIN MPOJIAINC B IETCKOM
BO3pacTe, [IEpBUKAJIbHAS
HEJIOCTATOYHOCTD ).

XUpypruyecKue 0CI0KHESHHUS
(mocneonepaliuOHHbIE TPHIKH)

['eHeTHYECKAs TIPEIPACTIONIOKEHHOCTD K
3200JIEBAHUIO.



Cunapom Diepca — J[aHio
[ “mepMOOMIILHBIN THIL

bounbime kpurepuu

e KoXHbIE ATOJIOTUYECKUE
POSIBIICHUSA
(runeppacTS>KUMOCTD U/ WIIH
riajKas, bapxarucras Koxa).

* |eHepanu3oBaHHas
TUNIEPMOOUIIBHOCTh CYCTaBOB

Mamnelie kpuTepun

PeuyauBupyroniue
cMelIeHUs (MOIBBIBUXH)
CyCTaBOB.

XpOHUYECKHE OOIH B
cycTaBax / KOHEUHOCTSX

I eHeTnueckas
IIPEAPACIOI0AKEHHOCTh K
3a00JIEBAHUIO.



Cunapom Diepca — J[aHio
COCYIHUCTBIN THIL

bounbime kpurepuu

Tonkast, MpoCBEYNBAIOIIAS
KOJKa.
. AprepuanbHasi/ HHTECTUHAIbHAS/

MaTo4Has cJ1ad0CTh WU PA3PhIBHI.

OOMmMpHBIE KPOBOMOATEKHU U
MTOBEPXHOCTHOE TPABMUPOBAHHUE.

. XapaKTepHbIN BHEIIHUN BU]T
J1LA.

Mamnelie kpuTepun

Axporepus. [ nmepMoOUIBHOCTD
MaJIbIX CyCTaBOB. Pa3prIB
CYXOXKWJIMKA W MBIIIILI.
DKBUHOBapycCHas Jiehopmanus
CTOIIBI (KOCOJIAIIOCTH ).

Baprko3Hbie BEeHBI B FOHOIIIECKOM
BO3pacTe. ApTEpPHUOBCHO3HAS
KapOTHUIHO-KaBEepHO3Has (hUCTYIIA.

[THEBMOTOPAKC/ITHEBMOT€MOTOPAKC.
HenopasBurue 1eCHBI.

['enernueckas
IPEAPaACIIONOKEHHOCTD K
3a00JICBaHUIO, BHE3AIMHAS CMEPTh
OJIM3KHUX POJCTBEHHUKOB.

Axporepust — (acrogeria; akpo- + rped. geron crapuk; cuH.: [orTpona akporepus, [0TTpoHa cUHIPOM) HacieICTBEHHas 00Jie3Hb,
XapaKTepHU3YIOLIAscsl BPOXKIACHHOM aTpoduel KoxK1 KOHEYHOCTEH, Hanbosiee BbIpaKeHHON Ha KUCTSIX M CTOMAaX, B COYETAHUU C UX
TUNOIUIa3uei; HacIeayeTcs Mo ayTOCOMHO-PELIECCUBHOMY THITY.



Cunapom Diepca — J[aHio
KudockonmoTnuecKkuil Ty

bounbime kpurepuu

1. I'enepanu3oBaHHas

TUIIEPMOOUIIBHOCTD
CYCTaBOB.

. Tsoxenasd MbpIIIeyHas
TUIIOTOHUSA C POXKIACHUS

. BpOXJIEHHBIN CKOJINO3,

IPOTPECCUPYIOIIEE TEUCHUE.

. CnabocTh CKJIep U pa3phiB
[JIa3HOT'O S0JI0KA.

A N

N

Mamnelie kpuTepun

PaHMMOCTB KOXH,
arpouyeckue pyOIlbl.

CKJIOHHOCTh K T€EMaToMaM
Pa3pbIB aprepuil.
MapdanongHasi BHEIIHOCTb.

YMEHBIICHUE PA3ZMEPOB
POTOBUIIBI

Pagnomornuecku 3HaduuMoce
HApYIICHUE

OCTCOI'CHC3A.

CeMelHBIM aHAMHE3,
HarpuMmep, 00JIE3Hb CHOCOB.



Cunapom Diepca — J[aHio
ApTpoxanasus

bounbime kpurepuu

* Tsokenas reHepaiv3oBaHHAas
TUIIEPMOOUIBLHOCTD
CYyCTaBOB C
pPELUAMBUPYIOIUMHU
ITOJIBBIBUXAMM.

* BpoxaeHHoe
JIBYyCTOPOHHEECMEIIICHUE

Ta300€APEHHOr0CyCTaBa.

Mamnelie kpuTepun

IToBEIIIEHHAA
PACTSXKUMOCTD KOXHU.

ParnMocTh KOXH,
arpouyeckue pyOIIbl.

JIerko Bo3HUKAIOIIUE
reMaTOMBI

MpliieqHass TAIOTOHHS.
Kudockonmos

Jlerkuu ocTeornopos
(paanOI0TrHYECKOE
HCCJICIOBAHNE)



Cunapom Diepca — J[aHio
JlepMmarocnapakcuc

bounbime kpurepuu Mamnelie kpuTepun

o Tsoxenas hbopma Msrkas, peIxias TEKCTypa

CIIA00CTHUKOKH. KOXKH.

o HpOBI/ICaIOIHaH, JIerko BO3HUKAIOUIME TeMaTOMBI

W3JIMIIHSS KOXKA.  IIpexnaeBpeMeHHbII pa3phIB

IUIOHBIX 000JI0YEK.

 bBomnpmre rpebkH (ITyIIOBUHHEIE,
IIaXOBEIC).



TpeOoBaHMs K IUArHOCTUKE CUHAPOMA JJiepca - JlaHio

JIJ1s1 KITMHUYECKOM JUArHOCTUKH HEOOXOAUMO HaJIMUME XOTS Obl
OJIHOr0 OOJILIIOTrO KpUTEpHs. JIlMarHo3 I0JIKEH OBITh
MOATBEPKIEH JITA0OpATOPHLIMHU METOAAMHU MCCIICIOBAHUS:
TMCTOXMMHUYCCKUM aHaau30M KoytareHoB 1, 111, V tumoB u
JIHK-nuarHocTukor HarpaBJI€HHOM HA BBISBJICHUE MYTAIlUX B
reHax KOJJareHOB U (D€PMEHTOB, YUYACTBYIOIIMX B CO3PEBAHUH
MOJIEKYJIbI KOJIJIAr€¢Ha)

Mainele kpuTepun 001a1at0T MEHBIIIUM YPOBHEM
OWArHOCTUYECKOU crneuupuunoctu. Hannume ogHoro nim
0oJice MaJIbIX KPUTEPHUEB BHOCHUT BKJIA]l B IMArHOCTUKY TOIO
i nHoro tuna CIJI.

[Ipu oTCyTCTBUH OOJIBIIMX KPUTEPUEB, MAJIBIC KPUTEPUHN
HEOOCTATOYHBI JJIs1 YCTAHOBJICHUA AUarno3a. Hannuve manbix
KPUTEPUEB JACT OCHOBAHME I10J1araTh HaAJIMYME COCTOSHUS,
nojgooHoro CHOJ]



Cunapom Diepca — J[aHio




[loBbIIIIEHHAS PACTSI)KUMOCTD KOXKHU




[ imepMOOUIBLHOCTD CYCTAaBOB




HexkoTopblie NposiBJIEHUS U O0CJI0KHEHUSA
Heaudpepenuuposannou JICT (1)

Opran, cucrema IIpoasaenna OcaoxxHEeHUA

Ceparie ITpoaanic kaarraHos CepaeuHasn
cepAla HEAOCTATOYHOCTD
AHOMaABHO Apurmun
PACIIOAOKEHHAA XOPA2 | BHe3amHAA CMEPTH
AueBpusma/Aedexr
MEXKIIPEACEPAHOU
IIEPETrOPOAKH

Cocyasl AHeBpHU3Ma A0PTHI, Pa3pbIB aHEBPU3MBI

A€TOYHOU apTepuun

BapukosHoe
pacHipeHue BEH,
reMOPPOM, BAPUKOIIEAE

Tpombodaredbur
Tpomboamboanm

KpoBoreuenus




HexoTopbie NPOSABJICHUA U 0CJI0KHEHUS
HeauddepenuuposanHou J1CT (2)

Opran, cucrema IIpoaBaenus OcaoxHeHUA
Aerkue, opouxu  mlloamkucros ApIxaTreAbHas
A€TKHX HEAOCTATOYHOCTH
sIlepBuunasn bponxnaspHan
am(pusemMa AeTKux | 00CTpyKIIHA

» IpaxeoOpoHXH-
aAbHAA

AUCKUHE3UA




HexkoTopble NPOosiBJIEHUSA U 0CJI0KHEHU A
Heaudpepenuuposanuou JICT (3)

Opran, cucrema

IIpoaBaeHus

OcAoKHEHUA

IToroBBIE OpPraHbI
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B MKB-X orpaxenbl ocHoOBHbIE MOHOTeHHbIe HHCT 1 HeCkobKO HACIEACTBEHHBIX
CUHAPOMOB, OTHECEeHHBIX K rpynne JCT:

1. Q 78.0 He3aBepii€HHbII OCTeOreHe3. BpoxkIeHHAsI TOMKOCTh KOCTEH.
2. Q 79.6 Cunnpom Dnepca-/lanio

3. Q 87.4 Cungpom Mappdana

4. 134.1 IIpomanc MUTPaIbHOTO KJIarlaHa

5

. M 35.7 I'unnepMoOUIBHBIN CHHAPOM Pa300JITaHHOCTH, U3IUIITHEHN TTOABUKHOCTH.
CemeiiHas ¢1ab0OCTh CBSI30K.

[Ipu KogUpOBaHUY JUArHo3a y MalKueHTa ¢ CHHIAPOMaMH U (DEHOTUIIAMU HE
kiaccudunpoBanubiMu B MKb criienyer ucnonb3oBaTh BeAylUe KIMHUYECKHE
nposiBienusi, pyopuduurpoansubie B MKB. [[51s1 onucanust moauopraHHbIX
MOPaXEHUM MCIOIB3YIOT COBOKYNMHOCTh K0j10B MKDB oTpaxkaromux Habop
npu3HakoB HHCT y KOHKpeTHOro nmanueHTa.

®opmynupoBka HK® ucnonb3yercs i1 ciiyyaeB, Koraa Ki1acCU(PUIIMPOBaTh
JTUCIUIACTUYECKUM CUHIIPOM WJIM (PEHOTHUIT HE TIPEJCTABISAETCS BO3MOXKHBIM. B 3TOM
ciiydae npu GopMyJIMpOBKE AUArHO3a CIEAYET YKa3blBaTh UMEIOIINECS Y MallMeHTa
npuzHaku JCT.



