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JIABOPATOPWA BYAYLWErO LAB OF THE FUTURE

Nauwnent: NIBAHOB VIBAH NHOBBAWY

3akas: Oarta perncrpaummu: 15.11.2023
Data poxaeHusa: 10.10.1980 BospacT: 43 . Mon: M
Niny: O6paseu pesynbTtaTa Kopg INY: 99991264

FrEHETUYMECKUE UCCJIENOBAHUA.

[ara B3ATUA GMOoMaTepuana:
3asBka: 7017900134 Martepuan: KpoBb BeHo3Has (c OTA)

UccnepoBaHue: Cungpom Xunbbepa, paclumpeHHoe uccneaoBaHune (onpegeneHue konvyectsa TA-NOBTOPOB, aMUHOKMUCIIOTHBIX 3aMeH
p.G71R, p.P229Q B rene UGT1A1)

MapameTtp PesynbTtat
CuHppom XKunbbepa, pacluMpeHHoe nccnefoBaHue (onpeaeneHve KonnyecTsa

TA-NOBTOPOB, aMMHOKMCIOTHBIX 3ameH p.G71R, p.P229Q B rene UGT1A1) MEATE (&, TELEEs e
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FOCT P MCO 15189-2015 (ISO 15189:2012) cepTudmkat COOTBeTCTBmsI NOPOCC
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®HUO Goabuoro:  TECT TECT TECT %

faTepuaa:
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Perucrpanus: 312616731978
Koa Tecra HasBaHue Tecta EaunHnuya PedepeHTHbIe 3Ha4YeHURA PesynbTar Tecra
n3m

PacwupeHHoe reHotunupoBaHue reHa UGT1A1 ans onpeaeneHns TOKCUMHOCTU MPUHOTEKaHa U
Apyrux npenaparoB (onpeaeneHue konuyectsa TA-NOBTOPOB, aMUHOKUCNOTHbIX 3aMeH p.G71R,
p.P229Q B reHe UGT1A1)

BeisiBneHue He obHapyxeHo He oBHapy»xeHo
aMUHOKUCNOTHOW 3aMeHbl aMWUHOKUCIIOTHOW 3aMeHb! aMWUHOKUCNOTHOMN
p.G71R p.G71R 3ameHbl p.G71R
BuisiBnenune He obHapyxeHo He obHapyxeHo
aMUHOKUCITOTHOM 3aMeHb! aMUHOKUCITOTHOW 3aMeHbI aMUHOKUCNOTHOM
p.P229Q p.P229Q 3ameHbl p.P229Q
[uarHoctuka cuHgpoma reHoTun HopmanbHble N=7/N=
XKunbbepa (UGT1A1) reHoTunbl:N=5/N=5,

N=5/N=6, N=6/N=6,
N=5/N=7, N=6/N=7,
N=5/N=8, N=6/N=8, N=7/N=6

Y nauueHTa o6HapyxeH cuHgpom Xunbbepa.

Mpu 7 TA-noBTOpOB Ha 06eux annensix reHa UGT1A1 wnu npu reHotune 7/8 TA-NOBTOPOB AWAarHo3 cMHApoMa
Xunbbepa, accouMnpoBaHHOro ¢ n3mMeHeHnem Konuyectea TA-noBTOpPOB, noaTBepxAeH. CuHapom Xunsbepa —
HacneacTBeHHoe 3aboneBaHue, XapakTepu3sylleecs npuxoasiied runepounupyouHemuen 3a  cuert
HEKOHBIOrMPOBaHHOW (hpakuum ounupyouHa. 3aboneBaHne HacneayeTcsa NO ayTOCOMHO-peLleCCUBHOMY TuUny, To
eCTb ANA MNOCTAaHOBKW AuarHosa TpebOyeTcA HanuuuMe Ha AByx annensx 7 unu 6Gonee TA-noBTOpPOB.
PacnpocTpaHeHHOCTb cuHapoma Xunbbepa coctaBnser B nonynsauuum 3-12 %. Myrtauum reHa UGT1A1,
koaupyouwero depmeHT UGT (ypuanHaudoccaTrnioKkypoHmnTpaHcdepasbl), Bbi3biBalOT CHUXEHUE aKTUBHOCTU
thepMeHTa M HapylleHMe KOHblorauum 6unupyouHa. Tak kak dpepmeHT reHa UGT1A1 yyacTByeT B AeTOKCUMKaLUKU
psiga npenapatoB WU HanNpsAMyK B3auMOAEWCTBYET C HUMM, CHMXKEHWE ero akTMBHOCTU MOXET NPUBECTU K
NOBbIWEHUIO PUCKA Pa3BUTUSA NOBGOYHBLIX 3P PEeKTOB NpU Tepanum UPUHOTEKaHOM, 6eNMHOCTAaTOM, HUITOTUMHUGOM.
Hanbonee yacTon nNpuYMHON AaHHOro 3aboneBaHUA ABNAETCA IKCNAHCUA NMOBTOPOB, COCTOAWMUX U3 TUMUHA U
apeHuHa (TA-noBTOpPOB), B NPOMOTOPHOM 30He reHa UGT1A1.

YBenuyeHue konuuyectsa TA-NOBTOPOB NPUBOAUT K CHUXEHUIO aKTUBHOCTU (pepMeHTa, NOBbIWEHUIO YPOBHA
ouUNUpyouHa M NOSABNEHUIO XEeNTYLWHOCTU KOXHbLIX NMOKPOBOB U CnuU3ucTbiX. B peakux cny4yasx akcnaHcus Ha
OAHOW annenu Takke MOXeT NPUBECTU K NOABNIEHUIO CUMNTOMOB.

OcCHOBHbLIMM nposiBNeHUAMU cuHgpoma Xunbbepa ABNAIOTCA cnabo BbIpaXeHHas XenTyxa, paccTpoucTBa
Xenyao4YHO-KMLLEeYHOro TpakTa, crnabocTb, ObicTpas yToMmnsaemocTb, 6eccoHHuua. MNosiBneHne CUMNTOMOB MOXeT
NPOBOUMPOBAaTLCA (PU3UYECKUMU U IMOLIMOHANBbHBLIMU Harpy3kamMmm, UH(EeKLUMOHHbIMU 3a6oneBaHUAMKU, NPUEMOM
ankorosnsi U HeKOTOPbIX NekapcTBeHHbIX npenapaTtoB. Kpome atoro 6enok UGT oTBeTCTBEHEH 3a AeTOKCUKaLUIO
psga MegukameHToB B ne4veHw. MauueHTbl ¢ cuHapomomM Xunbbepa, NnpuHMMalrOWMe UPUHOTEKaH (npenapar
nepBOM JIMHUU XMUMUOTEpPaNUU NPU KONMOPEKTaNIbHOM pake), UMeKT MOBbIWEHHbIN PUCK Pa3BUTUA TAXKENON
Anapeun U HeUTPONeHUu.



