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BBepeHue

Cungpom Xunbbepa — reHeTnyeckm oOYyCNoOBNeHHOE HapyweHne obmeHa
GunupybnHa, BO3HMKalLee BcneacTeme nedekra MUKPOCOManbHbIX (EePMEHTOB
NeyeHn W MpUBOAsLIEE K pPas3BUTUMIO [0OpOKAYEeCTBEHHON HEKOHBbHOTMPOBAHHON
rmnepbunnpydbmHemun. B GonblnHCTBE crniydaeB cuHapoma XKunbbepa oTmevaetcs
NHTEPMUTTUPYIOLLAA KeNTyxa pasfiMyHON CTEMEHU BblIPaXXEHHOCTU, TSXKECTb B NPaBOM
nogpebepbe, AucnencuyeckMe M acTeHoBereTaTMBHbIE PaCCTPOMCTBA; BO3MOXHO
nosieneHne cybgebpunuteta, renatomeranvu, kcaHtenasm Bek. [lnarHo3 cuHgpoma
XKunbbepa noaTBepxaalT AaHHble KIAMHWYECKOW KapTWHbI, CEMENHOro aHamMHesa,
nabopaTopHbIX U MHCTPYMEHTanNbHbIX MCCNea0BaHUN, (PYHKUNOHANbHbLIX NPo6.

Cungpom  Xunbbepa aBnsetca camon  pacnpocTpaHeHHoW  dopMomn
HacrneacTBEHHOro MUIMEHTHOro renato3a. B GonblUMHCTBE cryvyaeB  KIIMHUYECKune
cuMmnToMbl cuHapoma Xunebepa nposasnsatoTcs B Bo3pacte 12-30 net. Ux passutne y
neten B npenybeptaTHOM u nybepTaTHOM nepuode CBA3aHO C  WUHMMOMPYOLWUM
BNMUAHMEM MONOBLIX FOPMOHOB Ha yTunusauuto 6unupybuHa. CuHgpom Xunbbepa
pacrnpocTpaHeH NpenmyLLeCTBEHHO Cpeam NUL, MY>XCKOro nona. Yactota BCTpe4aemMocTu
cvHapoma XXunbbepa B eBponenckon nonynauumn coctasnset ot 2 Ao 5%. CuHgpom
Kunbbepa He npmBOANT K PUOPO3MPOBAHMIO M HAPYLUEHUO (OYHKUUM MNEYEHU, HO
ABMSeTCA (pakTOPOM pUCKa pasBUTUSA KeNYHOKAMEHHON BOMNesHu.

dTnonorusa

KenuHbln nurmeHT GunupybuH, obpasywwunca npu pacnage remornobuHa
3pPUTPOLMTOB, NPUCYTCTBYET B CbIBOPOTKE KPOBU B BUAE ABYX bpakumin: NpsmMoro
(cBAI3aHHOTO, KOHBLIOMMPOBAHHOIO) U Henpsamoro (cBoboaHoro) bunupybuHa. Henpsamon
BunnpyobmH obnagaeT LMTOTOKCUYECKMMU CBOMCTBaAMU, YTO 3aMETHEE BCEro OTpaXkaeTcs
Ha KneTkax rofoBHOro mMoara. B knetkax neyeHun HenpssMon 6unnpyobuH HenTpanuayeTcs
NyTEM KOHbOraunm ¢ rioKypoHOBOWM KUCIIOTOW, MOCTYNAET B XEMN4YeBbIBOAALME NYTU U B
BUOE MNPOMEXYTOYHbIX COEOMHEHUA BbLIBOOMUTCHA U3 OpraHu3mMa 4epe3 KULIEYHUK U B
HEe3Ha4YUTEeINTbHOM KONMYECTBE — C MOYOMN.

HapyweHue yTtunmnsauum OununpybuHa npu cuHgpome Kunbbepa BbI3BaHO
MyTauuen reHa, KoOMpyoLLero MUKPOCOMarbHbIN depmMeHT YOo-
rNIOKypoHUNTpaHcgepasy. HenonHoLEHHOCTb M YaCTUYHOE CHIDKEHME aKTUBHOCTU Y ®-
rnokoypoHunTtpaHcgepasbl (4o 30% OT HOpMbI) NPMBOAUT K HECnocoBHOCTU
renatouMTtoB ycBamBaTb W SNUMUHUPOBATbL HEOBXOOMMOE KONMYECTBO HEMPSMOro
6unnpybmHa. OTmevaeTcs TakKe HapylleHMe TpaHcrnopTa WM 3axBaTa HenpaMoro
GunupybuHa knetkamu neyenn. B pesynbTate npu cungpome XKunbbepa ypoBeHb
HEKOHBIMMPOBAHHOIO OMNMpPybUHa B CbIBOPOTKE KPOBW MOBLILLAETCHA, YTO MPUBOAUT K
€ro OTIIOXKEHUIO B TKAHAX M OKPaLUMBAHUIO UX B XXENTbIN LBET.

CuHgpom Xwunbbepa OTHOCMTCA K MATOMOrMM C aYyTOCOMHO-AOMMWHAHTHBIM TUMOM
HacnegoBaHus, Ana pa3BUTUS KOTOPOW pebeHKy AOCTaTOYHO yHacnegoBaTb MyTaHTHbIV
BapuaHT reHa oT OQHOro U3 poanTenen.



KnuHuka

KnuHuyeckne nposasneHus cungpoma XXunbbepa mMoryT 6biTb CNPOBOLIMPOBAHbI
NPOOOIMKUTENBHLIM roflodaHneM, gervaparauuen, U3NY4ecknmM 1M 3MOLMOHAaNbHbIM
nepeHanpskeHneM, MeHCTpyauusiMm (y >KEeHLUMH), MHAEKUMOHHBbIMM 3aboneBaHuaMu
(BMpYCHbIM renatutom, rpynnom n OPBU, KuwevHbIMn MHAEKUMAMIN), XMPYPrMYECKUMU
BMelLlaTenbCTBaMu, a TakkKe TMNpUEMOM arkoronss U HEKOTOPbIX NeKapCTBEHHbIX
npenapaToB: rOPMOHOB  (FMIOKOPOTMKOMOOB, aHAPOreHoB, 3TUHUMACTpPaauona),
aHTUBMOTUKOB (CTpenToMUUMHA, pudamMnuumMHa, amnuuuniMHa), canuumnara HaTpus,
napaveTtamora, kogeunHa.

PasnuyatoT 2 BapmnaHTta cungpoma XXunobepa: «BpoXXAeHHbINY - TPOSABNAOLLMIACA
6e3 npegwecTBylOWEro MHMEKUMOHHOrO renatuta (GOMbLWMHCTBO CnyyYaeB) W
MaHUECTUPYIOLWNIA MOCIe MNepeHeceHHOro OCTPOoro BUpYycHoro renatuta. [lpunyem
noctrenatutHas runepounupybnHemmss MoxeTt OblTb CBsi3aHa He TOSMIbKO C HanuvymMem
cnHgpoma XKunbbepa, HO 1 C NnepexogoM MHMEKLNN B XPOHUYECKYHO dOpMY.

KnnHnyeckne cumntombl cuHapoma XXunbbepa o0bbl4HO pa3BuBaloTCS Y AETEN B
Bo3pacTe 12 net u crapuwe, TeyeHne 3abonesaHus BonHoobpasHoe. [Ans cuHgpoma
Kunbbepa xapaktepHa UHTEPMUTTUPYHOLLAA  XenTyxa pasfiMdHOW  CTeneHu
BbIPa>XEHHOCTU - OT CYyOUKTEPUYHOCTU CKINep OO0 SAPKOW XKENTYLLIHOCTM KOXHbIX MOKPOBOB
N CnM3nUCTbiX oboroyek. XKenTywHoOe OKpawmBaHue MOXeT ObiTb ANY3HbIM Unun
NPOSIBNATLCA YaCTUYHO B 0611acT HOCOryGHOro TpeyrosibHMKa, Ha KoXe CTOr, NafoHewN,
B MOAMBbILIEYHbIX BNaguHax. AnNn3oapl Xentyxu npu cuHagpome Xunbbepa BO3HUKAOT
BHE3anHo, YCWUNMBAKOTCHA MNOcMe BO3L4EWUCTBUS  MPOBOLMPYIOLWMX  (PaKTOpPoB U
paspeLarTcsd CaMOCTOATENbHO. Y HOBOPOXAEHHbIX AeTe CUMNTOMbl CUHOpOMa
Kunbbepa mMoryT uMeTb CXOOCTBO C TPAH3UTOPHOM XenTyxon. B oTaenbHbIX crnyyaax
npn cuHgpome XXunbbepa MOryT BO3HUKATb €OUMHUYHbIE WM  MHOXECTBEHHbIE
KCaHTenasmbl BEK.

BonbwnHcTBO 60nbHbIX cuHaApomMoMm XKunbbepa npeabsaBnsalT xanobbl Ha
TSHKeCTb B npaBoM noapebepbe, 4yBCTBO AMCKOMAoOpTa B OpPHOLWHON MNONOCTU.
HabniogaoTcss acTeHoBereTaTMBHblE paccTponcTBa (BbiCTpasi YTOMMASEMOCTb U
NoAaBrneHHOCTb, MNIIOXOM COH, MOTMMBOCTbL), AUCMENncUYeckme sBneHna (oTCyTCTBME
anneTuta, TOLWHOTA, OTPbBKKA, MeTeopusM, HapyweHus ctyna). B 20% cnyyaes
cuHgpoma Xunbbepa umeeTca He3HauuTenbHoe YyBenunyeHue nedeHn, B 10% -
ceneseHkn, MOXeT HabnogaTbCa XONeumcTuT, AUCHYHKUUS KENYHOro nysbips W
cuHkTepa Ogam, NoBbiWAETCA PUCK pa3BUTUSA XOnenuTmasa.

MpumepHO y TpeTn nauneHToB ¢ cuHgpomom XKunbbepa xanobbl OTCYTCTBYHOT.
Mpn He3HaunTenbHOCTM W HEeMnocTosiHCTBE nposiBfieHun cuHgpoma Xunbbepa
3aboneBaHne [Jonroe BpeMsi MOXET OCTaBaTbCA He3ameyeHHbIM Anst OOfbHbIX.
CuHagpom Xunbbepa MoXeT codeTaTbCs C Aucnnasnen CoeanHUTENbHON TKaHN — 4acTo
BCTpeyvaeTcs npu cuHgpomax Mapdana n Onepca-[annoca.



OwnarHocTuka

OnarHo3 cuHgpoma XunbbGepa OCHOBbLIBAETCA Ha aHanmse KIMHUYECKUX
NPOSIBNIEHUN,  AaHHbIX CEMEWHOro  aHamHesa, pesynbTatax nabopaTopHbIX
nccnegoBaHmi  (obwero n  Guoxmmmyeckoro aHanusda  Kposu, Mouu, [LP),
dyHKUMOHanbHbIX Npob (TecTa ¢ ronogaHmem, npobbl ¢ peHobapbutanom, HUIKOTUHOBOM
kncnoTton), Y3W opraHoB GptoLLIHOM NOSMOCTMW.

Mpn cbope aHamHe3a Yy4duTbIBaeTCcsl Non OGofbHOro, BO3pacT MNOSIBIEHUS
KMUHUYECKMX CUMMTOMOB, HanuMyne 3Mnu30A40B XeNTyxu y Gnmxkanwmx poacTBeHHUKOB,
HanuumMe XpoHu4eckux 3aboneBaHuii, Bbi3blBaOWMX XenTyxy. Mpu nanbnauuym nevyeHb
6e306one3HeHHa, KOHCUCTEHUMS opraHa Msrkasl, MOXeT OTMe4vaTbCsl He3HauuTenbHoe
yBeNnMYeHne pasmMepoB NeYeHun.

YpoBeHb o6uwero ounupybmHa npu cuHgpome Xunbbepa yBenmyeH 3a cyeT ero
HenpsamMon pakumm n coctaenset ot 34,2 po 85,5 mkmonbe/n (06bI4HO He Bonee 51,3
MKMonb/n). dpyrue 6Guoxmmmndeckue npobbl neveHn (06wm 6enok n 6enkoBbie hpakumm,
ACT, AJIT, xonecTtepuH) npu cuHgpome Xunbbepa, kak npaBuno, He W3MEHEHDI.
CHwxeHune ypoBHsa bunupybuHa Ha coHe npuema deHobapbuTtana n ero noBbILEHNE
(Ha 50-100%) nocne ronogaHuMs WM HU3KOKANOPWUWHOW AMeTbl, a TaKke nocrne
BHYTPMBEHHOIO BBEAEHUA HUKOTUHOBOMW KUCMNOTbI NOATBEPXOalT AMarHo3 cuHapoma
Kunbbepa. MeTtog NMLP npu cuHapome XXunbbepa no3BonsieT BbIABUTL NOSIMMOPEIN3M
reHa, kogupyouliero doepmeHT YOOI'T.

[Ona yToyHeHus amarHo3a cuHapoma Kunbbepa BbinonHaetTca Y3WM opraHoB
OptowHon nosnoctn, Y3U neyeHn mn XenyHoro nysblps, AyoAeHanbHOe 30HAMPOBaHMeE,
TOHKOCIIOMHas  xpomartorpadgua. YpeskoxHass MNyHKUMOHHaA 6Buoncma  neyvyeHu
NPOBOANTCA TONbLKO MNP HaNM4MM NoKasaHUM ANt UCKNIOYEeHUsT XPOHMYECKOro renatmra
n umpposa neyeHu. MNpu cnHgpome XXunbbepa B Gmontatax nNevYeHU naTonornyeckux
N3MeHeHNN He OBHapy>XMBaeTCA.

Cungpom XKunbbepa anddepeHumpytoT C  XPOHUYECKMMU  BUPYCHbIMU
renatTutamMmm M NOCTreENaTUYECKONW  MEepCUCTUpPYOLLENn  runepbunupybuHemmnen,
remonuTudeckon aHemmen, cnHapomom Kpurnepa-Hawnsapa Il Tuna, cuHgpomom [1abuHa-
[bkoHCOHa u cuHgpomom PoTopa, nepBUYHOM LIYHTOBOM runepounnpyonHemmuen,
BPOXAEHHBIMW LMPPO3aMn neveHun, atpesnem XenvHblX Xo40B.

JleyeHue

Hetn n B3pocCIible C CMHOPOMOM )Kmnb6epa, KaK rnpaBuiio, He HyXOakTCA B
cneuymanbHoM nedveHnn. OCHOBHOE 3Ha4yeHne OoTBOAUTCA CcobnoaeHuto pexnma
NnATaHNA, Tpyaa n oTAablXa. |_|pI/I cnHagpome )KI/IJ'Ib6epa HeXeJlaTellbHbl
I'IpOC*)eCCI/IOHaJ'IbeIe 3aHATUA CNOPTOM, UHCONAUUA, NpUEM arikorornd, ronogaHwve,
orpaHunyeHune XumMagkoctu, npuemM renatoTokCn4YeCkmnx npenapartos. lNokaszaHa gueta cC
orpaHun4yeHmnemM MnpoayKToB, coAepXallnX TyrornjiaBkme Xupbl ()Kl/lprIX COpPTOB MAcCa,
XapeHbIX N OCTPbIX 6]'”0,[],), n KOHCGpBMpOBaHHOIZ nnLn.

Mpn oBoCTpEeHUN KNMHMYECKUX NposiBrieHun cuHgpoma Xunbbepa HasHavaroT
waaawmm cton Ne 5 n nHaykTopbl MUKpOCOMarbHbIX depMeHTOB - dpeHobapbutan u
3ukcopuH (1-2 HepenbHble KypCbl C nepepbiBOM 2-4 Hegenw), cnocobecTeyrolmne
CHWXKEHUIO YypoBHS OununpybumHa B  KpoBwu. [lpyem  akTMBMPOBAHHOIO  Yyrns,



agcopbupyrowiero GunmpybuH B KMWEYHUKE U ooToTEpanns, yCKOpsoLas paspyLleHme
BunnpyburHa B TKaHsix, NoOMoratoT bbICTpee BbIBECTM €0 N3 OpraHnama.

Ona npodumnaktmkn xoneumctuta u  XKB npu  cungpome Kunbbepa
pekoMeHayeTCH NpueM XeryYeroHHbIX Tpas, renaTonpoTeKTOpoB (ypcocaH, ypcodanbk),
acceHumane, nuMB-52, xonepeTuKoB (Xoraros, anfoxos, Xonocac) U BUTaMUHOB rPynnbl
B.
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