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YacrTorTa

Nnuonarnyeckas ¢opma OOJIE3HU -CIIOpaAUUecKas, CEMEUHBIC
ciy4au 3a00JI€BaHUSI BCTPEUAIOTCS KPAMHE PEAKO.

Iloa

Bpoxx/eHHBIM ~ KapIMOCKJIEpO3  3arparuBacT o0a Ioja
OJIMHAKOBO.

Bo3pacr

BpoxIeHHBIN KapAMOCKIEPO3 HAONIONAECTCA B TEUCHHUE IIEp-
BbIX 3-6 MecsaneB xu3Hu B 80% ciyyaeB. TUIIMUHBIA BO3pacT
auarsosa - 2-12 mecsues.



~ IlpuuunbI

Bo3MoxHbIe  TPUUYMHHBIE  (AKTOphl  BKJIIOYAIOT  BHYTPHUMAa-TOYHYIO
BUPYCHYIO HH(eKIIO (cBUHKA, BUpyc Kokcaku B), mocTangokapanaaibHYyIO
UIIEMHUI0, CHWIKEHHBIM JApeHaX JUM(ATUYECKOro Ccocylda cepaua u
CUCTEMHBIN 1e(OUITUT KAPHUTHHA.

M3BecTHO: cemelHbie (PopMbl 3a00JICBaHUs, BKIIOYAs X-CICIJICHHYIO
PELECCUBHYI0, AayTOCOMHYIO U ayTOCOMHO-PEIIECCUBHYIO (DOPMBI.

Ycranosnena mytanus reHa 04.5 (tafazzin), xotopass OTBETCTBEHHa 3a
CEMEUHBIN X- BPOXKJICHHBIN KapAUOCKIECPO3 U CUHAPOM bapna.

[TonararoT, 4TO AWIATAIIMOHHBIA MEPBUYHBIN KapAUOCKIECPO3 MOXKET OBITh
CBSA3aH C CUCTEMHBIM AC(DUIIMTOM KapHUTHHA.

Junaraunonnas (opMa BpOXKIECHHOIO Kapanockieposa cBsazaHa ¢ BIIC u
BKJIFOYAET CJIEAYIOIUE IOPOKU: apTEepUabHbIM CTEHO3, aTpPEe3vui0 aopThl,
KOApKTAIlUIO a0PTHI, 1EPEKT MEKOKETYIOUKOBOM MTEPErOPOIKHA, AHOMAJIbHOE
OTXOXKICHUE JICBOU KOPOHAPHOU apTEPUU OT JIETOUYHOU apTEPUU.

PecTpuk-TuBHass  Qopma  BpPOXKICHHOIO  KapAUOCKJIEpO3a  OOBIYHO
0OyCJIOBJIEHA CHHAPOMOM THIOILIA31H JIEBOTO CEPALIA.



TepMuH «BPOXACHHBINM KapJAUOCKIEPO3» ObU1 BBeAeH Weinberg u
Himmelfarb B 1943 rony.

BpoxxaeHHbI KapAUOCKIEpO3 OTHOCHUTCS K SBHOMY HU(PPy3HOMY
VIUIOTHEHHUIO JHJIOKap/ia JKEIYJ0YKOB, YTO OOBSICHSET CEpPIICUHYIO
HEIOCTATOYHOCTh Y MJIQJICHIIEB U JICTEN.

bonie3dHb MOXET OBITh NEPBUYHOM WJIM BTOPHYHOHM K
pa3HOOOpa3uI0  BPOXKICHHBIX  IIOPOKOB  Cepjla, OCOOCHHO
apTEPUAIILHBIN CTEHO3 UJIU aTPe3us.

Boiaensaor 2 marosoru4eckue (POopMbl MEPBUYHOIO BPOXKICHHOIO
KapIMOCKJIEepO3a: AMJIATAIMOHHBIA, KOTOPHIA SABJISETCS HauOojee
O0IM, HW  PeCTPUKTHUBHBLIA. IlepBUYHBIM  BPOXKICHHBIM
KapAUOCKIIEPO3 HE COYETACTCsI C JAPYTUMHU  KapJuaJdbHbIMU
aHOMAJIMSIMU.  BTOpUYHBIA  TUII  CBA3BIBACTCA C  JAPYTUMH
BPOXKJIECHHBIMU IOPOKAMHU CepLA. BpOKIEHHBIN KapAUOCKIEPO3 KaK
IpUYMHA  HEOOBSICHEHHOM  CEpPACYHOM  HEIOCTAaTOYHOCTH B
HACTOsILIEE BPEMS PACCMATPUBACTCA OYEHDb PEIKO.



= IlaTropusuosiorus.

BpoxIeHHBIM  KapAUOCKIEPO3  XapakTtepuzyerca Aud@dy3HbIM
SHIOKApAUAIbHBIM YILIOTHEHUEM 17| MHOKapIAATEHOU
TUC(HYHKIHUEH. DHI0KApANATIBHOE YIIJIOTHEHUE BBI3BAHO
MOCTOSIHHBIM W YBEJIWYMBAIOIIMUMCS  PACTSHKEHUEM  CTEHOK
KEITYIOYKOB W BTOPUYHOM  perypruraiuvied  KpoOBU  NpHU
HEJIOCTAaTOYHOCTH MHTPAJIBHOIO KJallaHa, OJHAKO M3MEHEHUS
IPOTPECCUPYIOT C BO3PACTOM.

boiie3Hb sBIsSEeTCS CIIOPpAAUUECKOM, HO ObLIM OTMEUYEHBI M CEMEHHbBIC
CIy4au, KOTOPbIE COCTABIISIIOT OKOJI0 10%.

HMMeroTcs naHHbie, YTO BUPYCHadA dTuosiorus (Bupyc Kokcaku B)
BKJIFOYAET CXOJIHOE KIMHUYECKHUE TMPOSIBICHUS C XPOHUYECKUM
MUOKapAUTOM M MOXET ObITh OTBETCTBEHHA 3a BO3HUKHOBEHUE
BPOXKJICHHOTO KapIMOCKJIEpO3a. JlunmaranuonHast dopma
BPOXKJICHHOIO  KAPAMOCKIIEpPO3a  XapAKTEPU3YETCA  3aMETHO
YBEJIIMYEHHBIM IIAPOBUAHBIM CEPJILIEM, INIABHBIM 00pa30oM BOBJICKAs
JICBBIA JKEIYAOYEK M JIEBOE TIPEACEPAUE. ODHIOKAPH BBIIJISAIUT
HEMPO3pPauHbIM, MOJIOYHO OCJI0M, YTOIIIEHHOM HNPUOIM3UTEILHO Ha
1-2 MmM. YimoTHEHHE 00JIBIIIE BCETO OTMEUYAETCS B MyTH OTTOKA.



Taxke npoucxomar (GpuOpPo3 MaANWUIISIPHBIX MBI, YKOPOYECHHUE
CYXOXWIbHBIX  XopA. [IpumbomusurensHo y 50% nanueHToB
IpOUCXOAAT (PUOpPO3 M YIUIOTHEHUE MUTPAIBHBIX U apTEPHUATBHBIX
KJIAMIAHOB, 4YTO IPUBOAUT K HX JAepopMalud W/ WA KIIaaHHON
pErypruTanuu U CTEHO3Y.

PeCTpUKTUBHBIN TUII TIEPBUYHOTO BPOXKIACHHOIO KapAUOCKIIEpPO3a
POSIBIISIETCS] THUIIOIIACTUYECKUM JICBBIM KelynoukoM. I[IpaBbie u
JIE€BBIE MpPEACEepArs M IPaBbIM KEIYJ0UYEK 3aMETHO YBEIMYEHBI U
rUnepTpoPupoBanbl ¢ MUHUMAQJIbHBIM  DHJIOKaApAUAIBHBIM
CKJIEpO30M. BBICKa3aHO MPEAIonIoKeHHe, YTO BPOKICHHBIN CKIIEPO3
y IUIoJla B JajJbHEHIIEM TpaHCPOPMUPYETCS B PECTPUKTUBHYIO
bopmy.

BTopuuHbIil BpPOXACHHBIM KapAUT MOXKET OBITh PE3YJIbTaTOM
(buOposIaCTUUECKOro yILUIOTHEeHUs Iipu pazianuHbix BIIC, cBs-
3aHHBIX C THIOKCEMUEN Cy0aOPTaIbHBIX CTPYKTYD.



/

AHa FRANHANYECKAs CUMIITOMATHRA k//

CuMITOMBI:

* TpyaHocTu npu KOPMIICHHH.

* Upe3MepHOE MTOTOOT/ICIICHHUE.

e OpIIIIKA.

* 3a1epKKa pa3BUTHSL.

e [IlymMHO€E JbIXaHUE:

HAYaJI0 MOKET OBITh HACTOJBKO OCTPBIM, YTO MPOU3BOJUT KapAMOTEHHBIN IIIOK U BHE3AITHYIO
CMEPTH;

npubau3uTeNbHO 20% MalreHTOB UMEIOT UCTOPHIO YaC-ThIX WM HEAABHUX PECIUPATOPHBIX
UHDEKIUN My TH;

AMU30/IbI TSHKETION BHE3AIMHOM 00JM B )KMBOTE MOTYT YKa3aTh HA KOPOHAPHYIO
HEJIOCTATOYHOCTH;

pECTpUKTUBHAS (popMa BPOXKICHHOTO KapAHOCKIEPO -3a HAIIOMUHAET TAKOBYIO TIPH
OOCTPYKTHUBHOM (popMe CEPACUHON HETOCTATOUHOCTH.

du3nukanbHbIC TaHHbIC:
* Bpoxx1eHHBII KapIMOCKIEPO3 MPOSIBISAETCS B KIIaCCUUECKOU hopMe cepaeuHOM
HEAOCTAaTOYHOCTH.

» TaxumnmHO? ¢ XPIOKAOIIUM JIBIXaHUEM UBTS)KEHUEM YCTYITYMBBIX MECT IT'PYIHOU KIIETKH,
9KCIUPATOPHBIN CTPUAOP MU XPHUIIBI B OCHOBAHMSIX JIETKOTO SIBJISIFOTCS] OOLIMMU.
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, peMsa ocMoOTpa OHpelIeJIHIOTCM//
= _

OJIETHOCTE;
nepupepuIeCcKuid [UaHo3;
JIUXOpaaKa;

JICMKOIIMTO?3;

AHEMUSL,

BBLICBHIITAHHSA Ha KOXKE.

* TpoMOO3MOOIHMUECKE AMU30/bI: MOTYT BECTH K BHE3AIMHON CMEPTH,
HH(papKTy MUOKap/1a, epeOpOBACKYIISIPHBIM COOBITUSIM WJIH JIETOYHOM
3MOOJIHH.

OO0b1uyHbIC PU3UKATIbHBIC PE3YJIbTAThI CJIeAYIOIIME:

KapIMOMETJIMS C BEIYIIMMH K OOMOPOKY IMEPBBIMU U BTOPBIMU
CEpJICYHBIMU 3BYKaMH, PUTM Tajiola CO CIBIIIAMBIM TPETHUM CEPJICUHBIM
3BYKOM, alTUKAIBHBIN MAHCUCTOJIMYECKUN IIIyM PETYPTUTAIMU KPOBU MPHU
HEIOCTAaTOYHOCTH MUTPAJIBHOIO KJIAIllaHA U TEMa-TOCIIJICHOMETaNS;

KJIMHUYECKH TTOAAI0IIMNACS 00HAPYKEHHUIO TIJIEBPAJIbHBIN UM BHITIOTHI B
IIOJIOCTh MEPUKAPAA SABISAIOTCI PEIKUMM.



' HCTPYMCHTAJIBbHAA JTHAI'HOCTUKA

PeHTreHorpagus rpyaHoil KJIeTKH:
» Kapauomeranus u kapauoropakaibHoe (KT) otHomenue npesbiaet 0,65.

» KapinaneHO€E paciimpeHne NPUCyTCTBYET Y HEKOTO-PhIX MAIIMEHTOB OT POXKICHMUS.
B npyrux ciydasx cepieuHblii pa3Mep HOPMAJIEH B TEUCHUE MEPBBIX HECKOIbKUX
HEJIeNIb U Mecs1eB xu3HH, HO KT BnociencTBum pacmmpsieTcs.

» ®opma KapAUaJIbHOIO CUIydTa OOTIYHO SBISETCS IAPOBUIHOM.
e XapaKTEPEH JIETOYHbIM BEHO3HBIN 3aCTOM.

* MoxeT ObITh aTeJIeKTa3 JICBOM HUKHEH MOJW, BTOPUY -HbIM K PACIIMPEHHOMY
JeBomy mpeacepanto (25% nalueHToB).

Ixoxapauorpadpus:

* YBeJIMYEHUE JIEBOTO MPEACEPAUS U JIEBOTO KETYN0UKA.

* CHI)KEHHE DKCKYPCHUM CENTATIbHON U 3aJIHEN CTEHKHU JIEBOTO KETYT0UKA.
» CHmxeHHas ¢pakuus usrnanus (EF).

« CmenieHre MUTPAJIBHOTO KiamaHa K 3aJHEW CTEHKE JIEBOro XKeaydouyka (T.H.
«pBIOUI POT»).

e [IMOTHBIA 53XOCHUTHAJI TIO SHAOKApAY JEBOrOo XKEIydouka (IMarHOCTUYECKUN
KpUTEPUI).

e VYBeJMUYCHHAs HHIOKApAHalbHas SAPKOCTh 3XOCUTHaja M IIapoBuaHas (opMma
JIEBOTO KEJIyI0YKa.

e PazanyHas cTEIeHb peryprurtaiiiid KpoOBH IIPpHU HCAOCTATOYHOCTH MHUTPAJIBHOI'O
KJIallaHaA.

/



DIeRFPOKAPAMOTPAMMA:

 Beicokue R 3y0O11bI B JIEBBIX TPYJTHBIX OTBEICHUSIX.

 ['myOokue QQ 3yOIIbl B JIEBBIX IPYJHBIX OTBEICHUSX.

* UuBepcus T 3yO1I0B B JIEBBIX IPYAHBIX OTBEIACHUSIX.
 Pe3ynbrarel nzo0paxarot LV runeprpoduii (> 75% nanueHToB).

* Ha nepBbIX HeAeNsIX )KU3HU MPEO0IaIaeT OTKIOHEHUE IIEKTPUUECKON OCH CEepILa
BIIPABO C MIPU3HAKAMH MPABOKETYIOUYKOBOU rUnepTpodhum.

* V marueHToB, KOTOPbIE OCTAIOTCS B )KMBBIX B TEUCHHUE JIIUTEIHLHOTO MepUo/a,
Pa3BUBAIOTCS JIETOUHAs apTepUalIbHAs TUTIEPTEH3US 1 OMBEHTPUKYIISIpHAS
runeprpodus.

» OOBIYHO UMEET MECTO JICBOIIPEACEpAHAS, TTpaBOIIpEACepAHAs UM OuaTpragbHas
rurneprpodus.

* Yacto peructpupyrorcs penomen WPW, Oiiokasa neBoi HOXXKKY nmydka ['uca,
Pa3IMYHbBIC BAPUAHTHI JKEITYTOUYKOBBIX U MPEACEPAHBIX SKTOIHM.

» lHorna peructpupyeTcs KapTuHa HHPaAPKTa, YKa3bIBAIOIIas Ha OOITUPHBIHI
MUOKapAUaIbHbIN (UOPO3 U HEKPO3.

 24-yacoBas DKI mojie3Ha B JOKyMEHTAIIMH OTCYTCTBHUS YETKOIO OMOJIOTUYECKOTO
pUTMA.

Karerepuzanus:

* B cepiieuHbIx kKamepax U JErOYHOW apTepuy MOBBIIICHHBIE TTOKAa3aTeIn
nozasyieHuss. OOBIYHO CUCTOJIMYECKOE JIABIEHUE JIETOYHOM apTepuu HE OOJIbIIE YeEM
50% cucTeMHOro AaBJICHUS, 32 UCKIIOYCHUEM PECTPUKTUBHOTO TUIA U Y BBIKUBIIINX
OOJIbHBIX C TWJIATAIMOHHBIM TUIIOM. OTMEUYEHHAs JIEroyHas apTepuaibHas
TUIIEPTEH3USI MOXKET OBITh 3aMEUEHA Yy JIETEH cTap -11ero BO3pacTa.



o

I ucroagornyeckume 1aHHbIE

DHIOMHOKAapAWa/IbHAasA OMOTICHS MOKAa3bIBAET
IIpopacTaHue B DHIOKAP/, U CYOIHIOKAP/
$nOposIacTUYeCKOM TKAaHH, TUITePIUIA3HIO ee
KOMITOHEHTOB, 0COO€HHO KOJIIareHa U 3/IaCTHHA.
OCHOBHOU MHUOKapJ, He TIOPaYKeH.
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= Jleuenue

CHUMOTOMAaTHYECKOE 3aKIII0YAECTCS B KOPPEKIIUHU

CEPIAECYHOU HEIOCTATOUYHOCTH: IPOBOAUTCA JUIUTEIbHOE

HA3HAYECHUE CEP-JACUYHBIX ITIMKO3UI0B U MOYETOHHBIX

CPEICTB.

Xupypauueckasa Koppekuyus

Tanpkax nepukapia U MPpOTE3UPOBAHUE MUTPATIBHOTO

KJIallaHa HE OKAa3bIBAIOT MOJIOKHUTECIBHOTO ICHUCTBHUS.

B TepMUHANbHOM CTaAUM €AUHCTBEHHBIM BBIXOOM
ABJIACTCS TPAHCIUIAHTALMA CEPALA.



Ilporuo3s

® [IporHos HeO/ITATOTIPHUSTHBIH.






