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La cholemie simple familiale

»C 1900 ro/ia AJ1f1 3TOro0 KJINHUYECKOIO COCTOSAHUA ObIJIO
NMpeaa0KEeHO MHOKECTBO Ha3BaHUMN:

‘IepeMe:KaInasca JKeJaTyxa IOHOoUIen

‘*HacCJIe/ICTBEHHAadA HEereMOJIUTHYeCKana
OMJIMPYyOHMHEMU A

‘*ceMelHada HereMoJIuTuYecKas ;KeJjaTyxa
‘*KOHCTUTYIIHUOHAJIbHAA JUCPYHKIIUA IMEeUYECHU

»OT Bcex 3TUX HAa3BaHUH CEroJHsA Y:Ke OTKa3aJItCh, a
cuHapoM Kuas6epa (i 1o0pokauecTBeHHaA
TUNEepPoOnINpPyoOnNHEeMUA) — €eIUHCTBEHHOE Ha3BaHUE,
KOTOPO€ HCIOJIb3yeTCA JJIA 3TOI0 COCTOSHMUA.



PU3N0JIOTHUYECKUE ITPEaE/IbI
ChIBOPOTOYHOTO OMJIMPyOHMHA

» OO0 onaupyouH (bilT) B miiazme
KPOBH cOcCTaBJaAeT 8,6-20,4 MKMOJIb/JI

OHx cocrourt u3s

»>HeNnpAMOro, IJii CBOOOJHOTrO,
ommpyounHa (HopMa 7o 15,5 MKMOJIb/JI
NJIM 10 75% OT KOoJIM4YecTBa 001Iero
oI pyoHnHAa)

> IPAMOro0 MM CBA3aHHOTO (/10 5
MKMOJIb/JI, YTO COCTaBJAET He 0oJiee 25%)



Cunapom ?Kniino0epa

»Cunapom Knip0epa B NOIMyasaIiuu
AUArHOCTUPYETCA Yy 2,5%-10% desroBek

» MoJvieKkyJIapHasa OCHOBAa CUHAPOMA
Kuanbepa — HapylleHHue KOHBIOTraIuu
OMJIMPYyOMHA C IJIIOKYPOHOBOM KHCJIOTOM
B renaronurax, Koropas onmocpeayercs
neYeHOUYHbIM (pepMEeHTOM — OMJINPYOUH
-YAP-rimroKypoHoO3WwITpaHcdepasa 1A1

> B pe3yJabTaTre oopa3yercsa
AUTJIIOKYPOHUJA OMJIUPYOHMHA



Cunagpom Kuano0epa

»crnenudpuueckue myrauuu B reHe UGT1A1
OTBETCTBEHHBI 3a MPOABJIECHUE JIETKOU
HEKOHBIOTMPOBAHHOM XPOHNYECKOU
THNepoOINPpyOMTHEMHUU

>y OOJIBIIIMHCTBA €BPONEOUI0OB CBA3AaH C
noammopdpusmom UGT1A1*28, cylieCTBEHHO
CHHUKAIOIIUM IVIIOKYPOHO3UJINPOBaHUE
ousIMpyouHa

»4yacrora reHoTuna UGT1A1*28 conocraBuma y
MY>KYMH U KEeHIIUH

> ABJIAeTCA (PEeHOTUIINYECKHUM JUAarHo30M, a
roMo3uroTadoctbp UGT1A1*28 aBJigercqa JUIIb
npeapacojaraliguMm Ppakropom



/IMarHoOCTUKAa CUHAPpOMA
Kuiapoepa

> Y i1 ¢ U30JIMPOBAHHON 0€CCUMIITOMHOM HEKOHBIOTUPOBAHHOM
runeponanpyonuemuen (00bIIHO 17—70 MEMOJIb/JI [1—4 mr/ai])
HeO0O0X0NMO THIATEeJIHbHO COOpaTh aHAMHE3, BKJII0OYadA aHAJIN3 PeabIIyIINX
JIa00PaTOPHBIX 3arrced (YacTo MOKa3bIBAIONINX IEPHUOTUIECKYIO
HEKOHBIOTUPOBAHHYIO THNIEPONINPYOMHEMUIO), IPUMEHEHU €
KCEHOOHMOTHUKOB 1 ceMeHbIN aHaMHe3 (cuaapom *Kuianoepa uacro
BCTpeUyaeTcsay YWI€eHOB CEMbH )

> HceaenoBaHue O0IIEero aHaJanu3a KPpOBHU (ABHBIHM I'€eMOJIN3 UCKJII0YaeTCa IIPH
KOJINYECTBE PETUKYJIOIUTOB <1,5% 1 oTpUIlaTeJbHOM TecTe Kymoca),
aKTUBHOCTU (hepMEHTOB nneueHu (alaHnHaMuHOTpaHcdepasa,
acmapraramMmmHOTpaHcdepasa, miesiouHas pocdarasa, raMmma-
IIIOTAMUJITPAHCIENTH,/1a3a)

> JlyueBoe uccjiegoBaHue II€eY€HU B OTAEJIbHBIX CIydasaX, KOrjaa
COCYHIECTBYIOT CTPYKTYPHBbIE 3a00/1eBaHUA MeUeHU NJIHU CIIEHOMETaJausd
(BOo3MO:xHaA MPUYNHA reM0JIn3a)



/IMarHoOCTUKAa CUHAPpOMA
Kuiapoepa

> IIpu HOpMaAJIBLHBIX pe3yJabTaTax 00cjIeI0BaAHHUSA, CJIEeAyeT IIOBTOPHO
00cjIeIoBaTh NaleHTaYepe3 6—12 MecsAIleB, €CJIU He MOABJISIOTCA HU
CHUMIITOMBI IOPAKEHU A II€YE€HH,, HI HOBbIE I€eMaTOJIOTHYECKH € UJIH
OMOXUMHUUECKHE OTKJIOHEHHU A, CTABAT JUAarHo3 cuHaApoma >Kuib0epa

» TecTbl, HCNTOJIb3yeMbI€ B IIPOIILJIOM /IUIA JUATHOCTUKU cuHaApoMa XKujab0epa,
TaKHe KaK TOIaKOBbIEe, IPUMEeHEeEHN € HHKOTHHOBOU KU CJIOTHI,

¢penobGapOuTaia, pudamMnUITHA B HACTOAIIEE BpeMA CUUTAIOTCA
ycTapeBIIHNMI

> buoncus neyeHu He Tpedyerca

» 'eHeTHUECKOE TECTUPOBaHU € INIPEeAHA3HAUEHO 11 AuddepeHIInaIbHON
auarfHocTuku cuHapoma »Kuiansoepa ¢ cuaapomoMm Kpuriiepa-Hansapa 2
Ttumna (0oJiee TAxKeIaA HacJIeACTBEHHAA HEKOHbIOTHPOBaAHHASA
runeponaupyonuemusa [ >100 MkmMoJb/j1/6 mr/ai]), uro BaskHO A1

CEMENHOTO KOHCYJIbTUPOBAHHUA NJIN ITPHA PACCMOTPCHHNHU BOSMOZKHOCTH
JJCUYCHUN A



«TeMHaa cTOpoHa»
cuHapomMa ;Kunanoepa

> Y CTaj10CTh, aCTEHUA U Pa3/IMYHbIe HEYETKO
onpeaeJeHHbIe AUCcCIeNTHYEeCKHE Ka/1005bI,
npumnucbiBaemMmsbie cuHapomy Kuibp0epa B
MMPOIILJIOM, 0OJIbIIIE€ HE CUUTAIOTCA YaACTHIO
3TOT0 COCTOSHUA, B THUX CIyUaAX
HeoO0XxoaruMa MpaBUJabHAaA OIlEHKA
BO3MOKHBIX IPUYHH

»Hapaay ¢ yBeJinuyeHUueM
pacnpoCTPAaHEHHOCTH MUTMEHTHOU
JKEeJTIYHOKAMEHHOH 00JIe3HU IPU CUHAPOME
KuanOepa, Takike moBbINIaeTca PUCK
TOKCHUUYHOCTH HEKOTOPBIX MeITUKAMEHTOB



KceHOOMOTHKH, yCHUJINBAaIOII e
TUINepoOnJINpPyoOnHEMHUIO ITPU CHUHAPOME
Kuiapoepa

(daxTOpkBI, KOTOPHIE MOAABJIAIOT IKcIpeccuro reHa UGT1A1 win
AEUCTBYIOT KaK cyOCTpaThl, KOHKYPHUPYIOIIHE C OMINPYOMHOM 3a
¢pepmenT O1INpyouH-Y/{P- riaokypoHo3wiarpancdepasa 1A1 :

» IIPOTUBOPAKOBbIE Mpenaparbl (MpPMHOTEKaH), IPOTUBOBUPYCHbIE
cpeacrBa (aTazaHaBUP, MHAUHABUP), UHTHOUTOPHI TUPO3UHKHUHA3bI
(paropadenuno6, copadeHuod, JanaTuHu0, HUWJIOTHHHO, CYHUTHHUO,
nazonanu6), HIIBII (mukiodeHak, KeToOpoJiaKk), CTAaTUHbI
(cumBacTraTuH, aTOpBacTaTHUH, EPUBACTATUH), APYyTrUe
TUIIOJIMITHAEMUYECKHE cpeAcTBa (33eTuMuo), anieraMuHodeH,
oKcasernam, Jiopa3enamMm, STHHWISCTPAAUO0J, IUKJIOCIOPHH A,
pudamMmnumuH, OynpeHop@uH, TOMWIN3yMad, TPaHUJIACT,
JIAaMOTPU/ZKUH, IMMapaleTamMoJi, TOJI0OyTaMu/I, ypPCoOAe30KCUX0JIeBasa
KHCJIOTA

> IIPUPOHbIE COeIUHEHNA, TAKHE KaK, CHJINMAapPUHOBbIE
(P 1aBOHO/INTHAHBI, KBEPIETHH, TAJ/LIAT IUTA/IIOKAaTEXHHA, 3XUHaIesd,
MMAJIBMETTO CEPEHOs, AMOHCKHE U KUTallCKue TpaBbl (KaMIIo, aio,
KaH30, KaliXyl WJIM OTOH), BaJIEpHaHa, 9KCTPAKThI XMeJIA



«CBeTJsiasg CTopoHa»
cuHapomMa ;Kunanoepa

HeOOoJIbIIIOe MOBBIIIEHNE YPOBHA OMJINPYONHA B CBIBOPOTKE,
ropasao Iupe U KOMOPOUJIHO ¢ OOJIBIIMHCTBOM «00Jie3HEn
I BUJIN3AI >

U meraboamueckue

» U30BITOYHBIN BeC U O:KUPEHUE,

> MeTa0OoJIMYeCKH CUHAPOM,

» HeaJIKOTOJIbHAasfA KUpPoBasa 00/Ie3Hb IeYeHH,
> muaoer

» OHKOJIOTHUYECKHe

U BocmasiuresbHbIE, ayTOUMMYHHbBIE€ 1 HEHPOiereHepaTuBHbIE 3200/ 1€eBaHUA
> BOCHAJIUTEJIbHbIE 3a00JIeBaHUA KUIIIEYHUKA,
» CHUCTEMHAas KpacHas BOJIYAHKA,

> peBMAaTOUJAHBIA apTPUT,

» mcopuas,

» mu3odpeHus,

> pacceaHHBIN CKJIEpPO3,

» 0CTeonmopo3

> MPpe3KJIAMIICUA




«CBeTJjiadg CTOpoOHa»
cuHapomMa ;Kunanoepa

» JIuna ¢ cuaapomoM Kuip6epa B 60J1ee MOJIOA0U BO3PACTHOU IrpyIime
NMEIOT 00oJiee HU3KUM uHAeKe Macchl Tesia (MMT) mo cpaBHEHHUIO C
KOHTPOJIBHOM IPynIiou (22,5 npoTus 23,5 Kr/M?), pasHuila B cTapiien
BO3pPAaCTHOM Ipynie HaMHOro BbIme (23,8 nporus 27,2 Kr/m?)

» OT™MeuaeTcsa CHU:KeHHeE 00IIer CMEPTHOCTH U YBEeJINUEHHE
PO KUTEJTHHOCTH »KU3HHU JII0OAeHr ¢ cuHApoMoM Kunianoepa

> JIrogu ¢ cuHapoMmoM Knianr0epa nMmerotr 0oJiee BBICOKUM YPOBEHb
reMOIJIOOMHA U 00Jiee HU3KHE MapKephbl aKTUBAIlUN UMMYHHOM
CHUCTEMBbI, TAKHE KaK JIEUKOIIUTHI M1 TPOMOOITUTHI; BCce (PaKTOPHI,
KOTOPbIE€ MOTYT CIIOCOOCTBOBATH JIyulllel IIEPEeHOCUMOCTH
HaIIPAKEHHbBIX (DU3NUECKUX YIIPaAKHEHUN

» CunapoMm KuiapOepa uaie BCTpedaeTcsa Cpeau 3JIUTHBIX
CIIOPTCMEHOB, KOTOPbhIE€ OOBIYHO UMEIOT 00JIee BHICOKHE
KOHIIEHTPAIINH OMJINPYOHHA B ChIBOPOTKE KPOBH 110 CPABHEHHUIO C
HaceJIEeHHEM B I1eJIOM, IpeApacIiojaras ux K Jydniei (pus3uduecKon
PadoOTOCIIOCOOHOCTH



JledueHue v MPOrHo3

> I1oTHOLIEeHHOE, KAJIOPUMHOE ITUTAHHUE C JOCTATOYHBIM COJAEP:KaHueM
KHPOB.

> 3anpeniaerca yrorpeojieHue ajlKkoroJis, cjeayer usoerarb
SMOIIUOHAJIBHBIX U (PpM3NUYECKHX IIEPETPY3OK, a TAKIKE ITpHUeMa
JIEKapPCTBEHHBIX MPENaparoB, CIIOCOOHBIX HHAYIIHUPOBATH KEJTYXY.

» IIpu yacThIX 3NMNU304aX THNEPOUTUPYOMHOMHUH JIJIs JI€UEHUS
00bHBIX ¢ cuHApOoMOoM Kmis0epa npumMeHa0T peHoGapouTa,
KOTOPBIN HA3HAYAIOT 11O 0,05-0,1 T 2-3 pa3a B ieHb B TEUE€HHE 1-2
HeXeJIH.

> ®PeHobapOuUTaI BXOAUT B COCTAaB KOMOMHHUPOBAHHbBIX IIPENapaTosB
KopsBasosia u BasiokopanHa, X MOKHO IIPUMEHATH II0 20-25 KalleJIb
3 pa3a B CYTKM /10 CHUKE€HUA YPOBHA HENMPAMOTI0 OMJINPyOHUHA.
OOBIYHO Uepe3 7-10 JHEeH YPOBEeHb OM/INPYOHHA B KPOBHU CHHUIKaeTCA
710 HOPMBI

» KopauaMuH nmo 30-40 KamneJjb 2-3 B CYTKH Ha NPOTAKEeHUU HeA e .



Kearyxa npu cunapome >Kuianoepa He
NMOBpeE:KAaeT IedeHb 1 He BbI3bIBaeT
OCJIOKHEHHUMU, IO3TOMY CHEeIAJIbHOTO
JedyeHus He CyllecTByeT. boJbIINHCTBO
JI0/IeN CIIPABJIAAIOTCA C 3TUM
3a0o0JIeBaHHEM, IIPOABJIAA 0COOYIO 3a00TYy
0 ce0e BO BpeMA 00JIe3HU UJIH CTpecca,
4TOOBbI X OPraHU3M MOT OBICTpEe
BOCCTAaHOBUTHCA. JNMU3OADI KEITYXU
OOBIYHO KPAaTKOBPEMEHHBI U HE
YBEJIUYHUBAIOT PUCK APYTUX CEPbE3HbBIX
3a00/IeBaHUN.






