XapbKoscKuli HAUUOHANbHbIU
mMeOuUYUHCKUl yHUgepcumem
Kagedpa meduyuHcKol 2eHemMuKu
3asedyrowuli Kagheopol: 0.me0.H.,
saypeam 2ocyoapcmeeHHoUl npemuu
YKpauHbI 019 M0Os00bIX Y4EHbIX 8
0b6s1aCcMU HayKU U MexHUKU
[peyaHuHa KOnuAa bopucosHa



CuHOpom KepHca — Ceupa

CIIOPAANYECKOE MYJBTHUCUCTEMHOE
MUTOXOHJIpUAJIBHOE 3a00JI€BaHUE C XapaKTEPHBIM
KJIMHUYECKUHA CUMITTOMOKOMITLJIEKCOM:
IIporpeccupyromnias HapykHas 0 TaIbMOIUIETHS;
MUTMEHTHAs PETHHOMATHUS, KapAUOMHUOIIATHS C
HapyIIEHUEM ITPOBOSIIEH CUCTEMBI U Pa3BUTHEM
TIOJTHON aTPpUOBEHTPUKYISPHON OJOKA/IBI.




CuHOpom KepHca — Celupa

B 1946 r. Kearns BnepBble onucan 3a0oneBanue. [lo3gnee
OoJiee AeTanbHOE U3YYEHUE ITOro 3a00jeBanus NpUHALICKUT Celpy,
B CBSI3M C 4eM € 1956 . 3TOT CUMIITOMOKOMIIJIEKC MOJIyYUJI Ha3BaHUE
Cunpapoma Kepuca-Ceiipa.

BriepBple  TUCTOXMMMYECKHE UM YIBTPACTPYKTYPHBIE
U3MEHEHHUSI MBIIICYHBIX BOJIOKOH B BHUJIE (EHOMEHA «PBaHBIX»
kpacHbix BoJOKOH (RRF) mpu cunapome Kepuca - Ceilipa Obuin
oOHapyxeHsl B 1972 1. W. Olson. ®enomen RRF cBsizan ¢
XapaKTEpPHOW KAPTUHOW MBIIIEYHBIX BOJIOKOH TIIPU  CBETOBOWU
MHUKPOCKOIIUM 34 CYET CKOIUICHUS YBEIWYECHHBIX MUTOXOHIPHUHN IIOJ
CapKOJIEMMOM, YTO MPUBOAUT K 3a3yOPEHHOMY BHIY MBIIICYHBIX
BOJIOKOH IIpu OKpacke 1o lomopu. M3MeHEHMs B MUTOXOHAPHUAX
BO3HUKAIOT paHbIE, 4YeM TOSBISETCS JECTPYKIUS MHUOGUOPHUILIL.
[Taronorust MUTOXOHJPUK MOXKET MPOSBISATHCS KaK B H3MEHEHHBIX,
TaK W B HeusMeHeHHbIX Muopudpumnax. CymmapHas QyHKUIHS
MUTOXOHAPUNA B TEUEHUE [JIUTEIBHOTO BPEMEHU MOXKET OCTaBAThCA
YIOBJIETBOPUTEIBHON. ITO, BEPOSITHO, U OOBACHSIET MEIJICHHOE
nporpeccupoBaHre 3a00jeBaHMs. DT HAXOJAKH MO3BOJUIM OTHECTU
cunapom Kepaca - Ceiipa K rpynmne MUTOXOHAPHUATbHBIX 00JIE€3HEH.




CuHOpom KepHca — Celupa

Mopasnsiouwlee 6ONbLWIWHCTBO C/ly4Yaes

bonesHn — cnopaauyveckme. PoacTBEHHUKMK
nauneHToB o0bbl4HO 340pOBbLI. Y 06CcneaoBaHHbIX
MmaTepen (MUTOXOHAPUANBHbIN reHOM

nepepaetca pebeHKy OT MaTepwu), 3a peakum
NCKNIIOYEHNEM, MUTOXOHAPUANIbHAA MyTaUUA He
Oblna BblABAEHA. JIMLA@ MYMKCKOFO M XEHCKOro
nona 6onetT NpnbAN3NTENBHO C OANHAKOBOM
yactoTon (cooTHoweHue 1:1).

[MepBble NpU3HaKM 601e3HU NOABAAKOTCS
B Bo3pacTte oT 4 o 18 ner.



CuHOpom KepHca — Ceupa

Cnopagnyeckuil XxapakTep 3a00JI€BaHUSI MOXKET ObITh
OOBSICHEH C ABYX IMO3UIIUN:

1) xpynneie nepectpouiku JIHK mpoucxomar mocne
OIUIOJJOTBOPECHUS  SUIEKIETKA W IOPAKAKOT
IJJaBHBIM 00pa3oM COMAaTHYECKHE, a HE TOJIOBBIE
KJIETOYHBIE KJIOHBI;

2) oBouuthkl, coxep:xamue aenernuu MTJIHK, mocne
OIUIOAOTBOPEHUS HE CIIOCOOHBI K Pa3BHUTHIO
>MOpuoHa. J[aHHAag  KOHIENIUA  OOBACHSET
VHUKAJIbHbIC HAOTIONCHMS, KOHCTATUPOBABIINX (i L

CIIydal POXISHHS 3I0POBBIX JeTel Yy OOJBHBIX C

cuaapomom Kepnca - Ceripa.




CuHOpom KepHca — Ceupa

Knunnueckas Manudecranuss CHHApOMA
KepHca - Celipa OTHOCHTCSI KO BTOPOMY HJIM JTAKE
TPEThEMY JECATWICTUIO XU3HU. [Ipn 3TOM Uem
paHbIIC TPOABISAETCS 3a00JeBaHUE, TEM OHO
HOCUT 0o0Jee TEHECpPAIM30BAHHBIM XapakTep U
UMEET 4710000507 IIPOTHO3. JuddysHbie
MaTOJIOTUYECKUE M3MEHCHUSI B MUTOXOHJPHUSIX
pasIMYHBIX OPraHOB M TKaHeil OObsCHSIOT [
MO3aMYHOCTh  KIIMHHYECKOH  KapTUHBI C (i
BOBJICUCHHEM PA3INYHBIX OPTaHOB 1 CHCTEM.




KnuHuka cuHopoma KepHca — Celpa

Tpnaga CUMNTOMOB:

1) ogpmanemornneausa, XapaKkmepusyruWwyrca ornyweHuem
gepxHez2o 8eKa (nmo3om) u oepaHu4yeHuem O8uxceHul
2/103HbiIX A6/10K;

2) npoepeccupyrowaa caabocme MblWY MPOKCUMA/bHbIX
omoesnno8 KoHeYyHocmeu;

3) nuemeHmHas 0ezeHepayua cemyameku.

Mo mepe nporpeccmpoBaHna 601e3HM K ONMCAHHbIM
CMMNTOMAM MNPUCOEOMNHAIOTCA MPU3HAKM Nopa*keHua cepaLa,
B BUAE HApPyLUEHUA PUTMaA, aTPUOBEHTPUKYNSAPHOM BaOKaapbl,
PaCLUMPEHUA XKENYAO0YKOB, A TaKXKe HEMPOCEHCOPHAA MMYyxXoTa,
atpoduma 3pUTENbHbIX HEPBOB, 3HAOKPUHHbLIE HAPYLUEHUA.
XapaKTepHO  BO3HWUKHOBEHME  CHMMMTOMOB  MOpPaXXeHuA
MO3)KeyKa B BMAe aTakCcMm U Au3apTpun. Y HeKOTopbIX
60NbHbIX MOCTENEHHO CHUXKAeTCA UHTennekt. CmepTb
6onbHbIX HacTynaer cnyctA 20 netr, nocne Havana
3aboneBaHuUA, OT CepAEYHO-COCYANCTON HEAOCTAaTOUYHOCTMH.




KnuHuKa cuHOpoma KepHca — Celipa

» nmos3, Kax npasuJio,
CUMMEMPUYECKULL U
OUnIamepanvbHblll;

»  MeOJIeHHO NPO2PecCcupyouidst
BHEWIHSS1 OPMATIbMONIeCUs




KnuHuka cuHopoma KepHca — Ceupa

» nuemMeHmHbIl pemuHum;

> HQ 2/103HOM OHe MU2MeHMHAA 2PAaHyAAYUA
murna "nepeuy ¢ convro’;

»ampogus Oucka 3pumesibHo2o Hepeaa (A3H);
» CHUXCEeHUe ocmpomsl 3peHuUs.



CuHOpom KepHca — Celupa

R R RRRREEEEEEEREDDIDIDDRDWimmmw
Nuorna Bpauu  MOPOSABISAIOT  CEPHE3HYIO
03a00YCHHOCTh TOJBKO MpPH TMOSBICHUH IOJHOM
aTPUOBEHTPUKYJISIDHOM  OJTIOKajbl, TMPUBOAAIICH K
pe3KoHU Opagukapauy, JUIATENIbHBIM ~ T1ay3aM
CEpACYHOTO pUTMA C PA3BUTUEM CHUHKOIIAJIbHBIX
COCTOSIHUM — NIpuCcTynoB Mopranbu-A namca-Crokca.
Hanuyue moaHoro arpuoBEHTPUKYJISIPHOTO OJoKa, HE
KYIIUPOBAHHOIO CBOCBPEMEHHO  HUMILUIAHTALUEN
UCKYCCTBEHHOIO  BOJUTEIS  PUTMA,  SBISAETCA
HEIIOCPEICTBEHHOU IIPUYUHOHN rubdenu ATUX
nmanueHToB . C Ipyror CTOPOHBI, NaX€ MMILIAHTALUSA
UCKYCCTBEHHOIO BOJUTEISl PUTMA HE T[apaHTUPYET
0J1aroIoJy4HOro MporyHo3a.




Bbioesniarom nosiHbild U HenosiHsiU
CuHOpom KepHca — Ceupa

v IITMEHTHBIN PETHHHT;
v'A-V 6nokana.

v XpoHHYeCKast TPOrPECCUPYIONIasi BHEIIHSISI
o TaTbMOILICTUS;

v Jle6rot 10 101eT, mporHo3 HeOMaronpusATHEIA.
[Ipy HEMOJIHOM CUHAPOME OTMEYACTC:

v MHUONATHYHBIA CUMIITOMOKOMIIJICKC I10 HUCXOOAIIEMY THITY
+ OIUH C 0OJIUTaTHBIX CHUMIITOMOB;

v\ XpOHHYECKYS porpeccupyromnas BHEIIIHSA -
o TaTbMOILICTUS;

v’ U30/IMPOBAHHAs XPOHHUYECKAs BHELIHASA O(PTAILMOIIIETHUS;
v' 1eOr0T MO3IHUMN.

v/ IPOrHO3  3aBHCHT  OT  Bo3pacta  jaeGrora(bonee
HEOJArONPUSATHBIA MpPU TMO3JAHEM JeOI0TE€) U  CTENEHH
NOPaXXEHUU CEPACYHO-COCYAUCTON CUCTEMBI.




JluaeHocmuka cuHOpoma KepHca — Celipa

Haubonee J0CTOBEpHBIE H  TOYHBIC
pe3yapTaThl MOTYT OBITh  MOJYYE€HBI TIpPHU
MOJIEKYJIIPHO-TEHETUYECKOM MCCIIEIOBAHUU
Owornrara MBI B  KOTOPBIX, IIpHU 3TOM
3a005IeBaHuN, OOHapyxkuBaeTcsa He MeHee 70%
mytaHTHOon JIHK wMwurtoxonapuit. Kpome Ttoro,
HEOOXOAMMO HMETh B BHIY, YTO C BO3pPacTOM
konnuyectBO mytaHTtHOoM JIHK B TkaHsax, B ToM
4YUCJIE W MBIIICYHOM, HApacTaeT U y OOJBHBIX
Oojiee  cTapuiero  BO3pacTa  BEPOSTHOCTH
obHapyxenuss wMmyrtaumii B MTJIHK  mpwm
MCCIIeIOBaHUM OMOMTAaTa MBI YBEINUYUBACTCS.




JleyeHue cuHOpoma KepHca — Celipa

» putamuH E 10 300-500 mr/cyT

" [IOBBIIICHUE NPOIAYKTUBHOCTH JIJICKTPOHHO-
TPAHCIIOPTHOM 1€ B TKAHIX OpraHu3Ma u
CHI)KEHHUE BTOPUYHOIO Je(hUIITa OMOJIOTMYECKU
AKTUBHBIX BEIIICCTB:

Uxoensum Q10 (yOuxuHOH) B 103upoBke 10 120
mr/cyT (2 mr/kr) 3-6 mec.

Urrnamun 900 Mr/cyT.

ddommenas kucmora 1 Mr/cyT.
Jo-xapauTun 100 Mr/cyT.
JackopObuHoBas kuciora 2-4 T/CyT.






