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FEHETUYHWIA TECT METOQ,0M MIPOCEKBEHYBAHHS

FEHETUYHUW PU3NK PO3BUTKY
XBOPOBUW XXWJIbBEPA

CBoeuacHa fiarHocTuka cuHapoMy Xunbbepa no3Bonse BigpisHuTv ioro  LELTLIEITIRE DL

. . . - v BUAIBUTU CUHLPOM
Bi/l IHWNX 3aXBOPIOBaHb MeUiHKM Ta KPOBi, BYaCcHo 06Me)KMTV|_anu0M T LI
npenaparis, AKi MaloTb renNaToTOKCUYHY Ait0, 3AIUCHUTH NPOdinaKTUKy niarHocTuKa y naopatopii
NeYiHKOBUX KPU3iB, CKOPUryBaTH CNOCiB XMTTS NaLlieHTa A0 NOBHOMO DIAGEN, wo nonsirae y

. . . . . BU3HaueHHi uucna TA-
3HUKHEHHS JJ,MCKOM(I)OpTy, L0 BUKJTUKAETbCA rlnepﬁlnlpyﬁlHEMI(-:lO. noeTopie & reni UGTIAL.

MOJNIEKYNAPHO-TEHETUYHA AIATHOCTUKA CUHAPOMY XXWUJIbBEPA

MNokasaHHA gng NpU3Ha4vYeHHd reHeTUYHOro TecCTy:

@ (QGTAXeHUI ciMeiHniA aHaMHes (HeiHteKLiHa @ XpOoHiuHa XXOBTYLLHICTb, WO KynipyeTbcs BapbiTypatamu.
YOBTAHMLIA, rinepBinipyGiHemiq). ® HeobxigHicTb TpMBanoro nNpuitoMy psay npenaparis, y

@ [ligTBEpOXKEHHS diarHo3y cuHapom Xunbbepa i MeTaboniaMmi akux Bepe yyacTb MIOKYPOHIATpaHCtepasa
BUKIHOUYEHHS! iHLIWMX 3aXBOPHIBaHb, L0 NPOTiKatoTb i3 (aHaboniuHi cTepainy, rIHKOKOPTUKOIAM, aHAPOTeHH,
JKOBTSIHULLEIO. cynbaHinamigm, napauetamon, NeBOMILETHH,

® [ligBuuieHuit piBeHb 3aranbHoro i Henpsamoro GinipyBiny. putamniumH, xnopaMdeHikon, KOMBIHOBaHI opanbHi

@ (uiHKa pU3NKY TOKCUMUHUX eddeKTiB Npu Tepanii KOHTpaLenTMBy).

ipMHOTEKaHOM (MPOTUMYXJIMHHUM MpenapaToM).

MOXXJIMBA TAKTUKA BEJLEHHS NMALLIEHTA I3 CHHOPOMOM XXWUJIbBEPA
3axoau NpodinaKTUKMU pO3BUTKY CUMMTOMIB:

1. 3HWxeHHs abo BUKITHOUEHHS BMUBY WKIAAUBUX NOBYTOBMX
UMHHUKIB, TOKCUYHMX AN MeYiHKM NIKapCbKUX npenaparis.

2. PauioHanbHe Ta 36anaHcoBaHe xapyyBaHHS, BiAMOBa Bif,
XXMPHOI, KOMYEHOT, CMaKeHOi Ta KOHCEPBOBAHOI IXi.

3. TMoMipHi thi3nuHi HaBaHTaXeHHS.

IHTepnpetauito pesynbTartiB NOBUHEH NPOBOAUTH
cepTudikoBaHui thaxiseLb abo Nikap-reHeTUK

AMOBIPHICTb CMAKOBOI MEPEAAUI

4. BUKIIOUEHHS BXVBAHHS anKoromt i THITHHY. MYTALLII CTAHOBUTb 50 %

5. BigmoBa Bif npuitoMy aHaBoniuHKX CTepoigiB,
KOMBIHOBaHMX 0panbHUX KOHTPaLLENTMBIB. Ans ciMeHUX Nap, Ae OfMH 3 NOAPYXKS MaE

6. PerynapHwid npodinakTUuHWiA orngag, BUABNEHHS i MiKy- cuHppoM XXunbbepa, noTpibHa KoHCynbTaLis
BaHHS 3aXBOPOBaHb, 30,aTHUX CMPOBOKYBATW 3aroCTPEHHS 3 nikapeM-reHeTUKOM nepep nnaHyBaHHAM
XBOpPOBW: renaTuT, racTpuT, BUpa3KkoBa XBopoba LyHKa BariTHOCTI.

i 12-nanoi Ku1LWKW, NaHKPeaTuT, XONELMUCTHT TOLLO.

CUMNTOMATWUYHA TEPANIA CUHOPOMA XWUJIbBEPA:

1. MNpenapatu rpynu 6apbitypartis. 5. Mpu aucnenTuuHKX posnapax (HyaoTa, 6nioBoTa, 3MyTTa XKMBOTA) 3aCTOCOBYHTh

2. XXoBuoriHHi 3acobu. MpOTMBNIOBOTHI 3aC0bK, hepMEHTHI Mpenapatu.

3. TenatonpoTeKTopy. 6. lNpenapaTu, L0 HOPMani3yrTb (YHKLII0 XOBYHOMO MiXypa Ta XOBYHMX MPOTOK,

4. EHTepocopbeHTMm. LS9 NPOMINaKTUKM PO3BUTKY XOBYHOKAM'AHOI XBOPOBYU i XONELUCTUTY.

KOM®OPTHO WBMAKO HALIHO 3PYUYHO (23_':' T @
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3pava kposi 3 EATA BipnpaBneHHsa no na6oparopii Jla6opaTopHuii aHanis OTpuMaHHSA pesynbTatis .@.3,_5 ?—__-_-.:
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METOA AOCNIAXXEHHS PU3UKY CUHAPOMY XWUJIbBEPA

leHeTu4Ha nabopaTtopia DIAGEN BMKOHYE BOCRiAXXEHHSI HA FeHeTUYHUIA PU3UK CUH[POMY
XXunb6epa HoBMM cy4yacHUM MeTOAOM NipOCEKBEHYBaHHS.

CyTb MeTofy nonsirae B npsasMoMy npouuntaHHi nocniposHocti [1HK. Y pesynbrari yoro,

€ MOX/IMBICTb AeTeKTyBaTU 3Ha4Ho 6inbuy KinbKicTb noniMopdiaMiB i MyTaLin

B AOCMNiAXYBaHOMY reHi, W0 NifBULLYE TOYHICTb aHanisy.

MyTau,ii B reHi UGTTAT npu3BoasTh [0 3HUXEHHS aKTUBHOCTI (DEPMEHTY, WO B CBOK Yepry, NpU3BOAUTb A0
rinep6inipy6iHeMii. 9k BigoMo, Tinbku 6nn3bko 1/3 roMo3nroT no MyTaL,i B LLbOMY reHi MaloTb BUPaXeHy
KNiHiuHy KapTUHY cuHapoMy XKunbbepa. 3a OfHiEl0 3 Teopii, Lie NOB'A3aH0 3 BNAIMBOM iHWKMX FEHETUUHUX
BapiaHTiB, B aHOMY reHi, Ha aKTUBHICTb (hepMeHTY, OKpiM WupoKo Bigomoi myTauii (TA) 7.

[nga 6inbw TOYHOI NOCTAHOBKM [iarHo3y i BUKSTHOYEHHS PigKWUX thopM
00000 reHy nabopartopist DIAGEN nepeitwna Ha HOBMI MeTOL, FeHETUYHOTO
00000 aHaniay, AKM1 NpoBoAUTLCA Ha 06nafHaHHI HiMeLbKoi KoMNaHii
QIAGEN Qiagen, 04HOTO 3 NiEPiB PUHKY MONEKYNSPHOI 4iarHOCTUKM B CBITi.

NEPEBATM METOLY NIPOCEKBEHYBAHHS NEPEL MJIP METOA0M

= [Ipama petekuis nocnigosHocTi [JHK. Lle nigBuLLye 04HO3HAUHICTb pe3ynbTaTiB AOCHIAKEHHS.
@ [ligBuuieHa YyTNMBICTb METOAY [03BONSE BiNbl TOUHO BifPi3HATU FOMO- | FeTePO3UrOTHUI CTaH reHy.

® BusHauyeHHs piAKiCHWUX dopM reHy. Tenep cTano MOXNUBUM BU3HauaTH BinbL pigKicHi opmu,
K TAKOXX NPU3BOASATH 4,0 3MiHW aKTUBHOCTI (PEpPMEHTY i PO3BUTKY 3aXBOPHOBAHHS.

NMPUKNAJL PE3VIIbTATY AOCHIAXEHHS

MEHETUYHWUIA PU3UK PO3BUTKY XBOPOBW XUNBEEPA (UGT1A1 (TA)5/6/(TA)7/8) METOOQOM
MIPOCEKBEHYBAHHA

Monimopdiam Baw reHoTun PesynbTtar

UGTIA1 (reH ypunHangpocepar (TA)5/6/(TA)7/8) (TAJTTAA/(TA)7TAA anenb puaniy
rMOKOPOHO3INTpaHehepasn)

PesynbTaT:

leHoTun 3i 36iNblEeHHAM TA-NOBTOPIB B reHi B roMO3UroTHOMY cTaHi. Takox Bigomunia Ak UGT1A1*28. Oyxe
BUCOKWUIA PU3MK PO3BUTKY cUHApoMy >Kunkdepa. MNpu HaasHOCTI BiAMNOBIAHOT KNIHIYHOT KapTUHK Y 0BCTeXyBaHOro
MOKYTb CMYXUTU NIATBEPAXKEHHAM AlarHo3y cUHApoM XKunbbepa. 3axBopioBaHHA MOXe NpoTikaTh 3 BinbL
BUCOKUM MiABULLEHHAM piBHA B6inipyGiHy Ta BaX4UMK KNiHIYHUMUW NposBaMK.
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