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Mon XeHckun

2 WHdpopMaums 06 uccnenoBaHum

o OK30MHOe cekBeHupoBaHue (NGS) c 6uonHdopMaTUUECKUM

NccnepoBaHue
aHann3oM JaHHbIX
e MeHockaH 4000 (geneMind), P3H 2025/24616, Vazyme Exome Panel
e [eHockaH 3000, MuKkpomMaTpuLbl BbICOKOIO pa3peLleHus
Mnatpopma
 [1LP ¢ nocnegyrowmm ¢parmeHTHbIM aHannsom, lMNLP B peanbHom
BPEMEHMU
Bpay-reHeTuk XXerynuna W. O.

Obwas nHpopmaumsa o6 nccnenoBaHnm



UCCJIEOOBAHUE KPYTIHbIX NMEPECTPOEK B T'EHAX

MeTop uccneposaHusi: XMA 3K30HHOIO YPOBHSA

PE3YJIbTAT: arr(X,1-22)x2

MaToreHHOro XxpoMoCoMHOro gucbanaHca He O6Hapy>XeHo.

CornacHo pekomeHgauuam American College of Medical Genetics and Genomics 2024 roga, Ans
152 reHoB, aCCOLMNPOBAHHbIX C HAacNeACTBEHHbIMU 3a60NeBaHNSAMMU, PEKOMEHOOBaHa
[OMONHUTENbHasA NPOBepKa KOMIMIEKCHbIX BAapUaHTOB, BKIOYasa KPYMHble geneuum n aynimkauum
9K30HOB, FEHHble KOHBEPCUM U CIIOXHbIEe NEPECTPONKM, C UCMONb30BaHNEM CNeunan3npoBaHHbIX
MeTof0B aHanusa. OgHUM 13 TaKUX METOL0B ABNSIETCA XPOMOCOMHbI MUKPOMAaTPUYHbIA aHanm3
9K30HHOM0 YPOBHSI, NO3BOJISIHOLMI NOBLICUTL BbIABISIEMOCTb CKPbITOrO HOCUTENMbCTBA KINMHUYECKN
3HaUYMMbIX BapUaHTOB, KOTOPbIE MOIYT He onpeaenaTbcs cTaHaapTHbIM NGS-ceKBEeHUPOBaHUEM.

Bcero uccnepoBaHHo reHoB: 37

APC ATM BARD1 BMPR1A BLM BRCA1 BRCA2 CDKN2A
CHEK?2 DICER1 EPCAM FH MEN1 MLH1 MSH2 MSH6
MUTYH NBN NF1 NF2 PALB2 PMS2 PTCH1 PTEN
RAD51C RADS1D RB1 RET SDHB SDHC SDHD SMAD4
SUFU TPS3 VHL WT1 XPC

MccnenoBaHme KpynHbIX NMepecTpoek B reHax



UCCJIEOOBAHUME TOYEYHYHbIX BAPUAHTOB B 'rEHAX

MeTtop uccneposaHus: NGS-cekBeHupoBaHue

an HacnegCTBeHHbIX OHKONOrM4eCKnX cCMHApomMax 4aCctb KNMHNYECKN 3HAYNMBbIX N3MEHEHUN MOXeT
ObITb npepctaB/ieHa KpynHbIMU geneunamMmm nnun gyninkaumamMmm sK30HOB. Mo COBpeEMEHHbIM AaHHbIM, B
pAane reHoB Takhne BapuaHTbl COCTaB/IAKOT OKOJ10 5-10% BCex naToreHHbIX MyTaLl,VIVI N MOTyT He
BblABNATbCA CTaHOAPTHbIM NGS'CGKBGHMpOBaHMeM. [0na nx oononHUTENbHOW OLLEHKN MCNOJNIb3YHOTCA
MeTobl aHalin3a KOI'IVIPIHOCTVI, B YaCTHOCTH XpOMOCOMHbIVI MVIKpOManVIHHbIVI adHaJIn3 3K30HHOTIO YPOBHA,
I'IO3BOJ'IF|I-OLIJ,VIVI BbIABNATb NOTEPU N yABOEHUA OTAE/IbHbIX 9K30HOB U 6onee KPYnNHbIX Y4aCTKOB reHoOB.

PE3YJIbTAT: uccnepoBsaHo 114 reHoB.

BbiiBneH naTtoreHHbI BapuaHT B reHe BRCA2, cBA3aHHbIN C HacnegcTBEHHOM
npeapacnosioXXeHHOCTb0 K HEKOTOPbIM OHKOTOrMYECKUM 3a60/1eBaHUSIM.

Bcero uccnepgosaHo reHoB: 114

BRCA2 APC BRCA1 CDH1 CDKN2A CHEK2 FH FLCN

MEN1 MLH1 MSH2 MSH6 PALB2 PTEN RET SDHB

STKMNM TP53 VHL ATM APC2 ARID1A ARID2 AXIN2

BAP1 BARD1 BLM BMPR1A BRAF BRIP1 BUB1B CBL

CDC73 CDKN1B CEP57 CHRNA3 CTNNA1 CYLD DDB2

DIABLO DICER1 DIS3L2 DNMT3A EGF EGFR ELAC2 EP300
ERCC1 ERCC2 ERCC4 ERCC5 ERCC6 ERCC8 ETV6 EZH2
FAN1 FANCA FANCC FANCD2 FANCE FANCF FANCG FANCI
FANCL FANCM KIAA1549 MDM2 MET MLH3 MSH3 MUTYH
NF1 NF2 NFE2L2 NTHL1 PDETIA PMS2 POLD1 POLE
PRKAR1A PTCH1 PTCH2 RADS1 RADS1C RADS1D RB1 RBBP8
RECQL4 RFWD3 RHBDF2 RINT1 RNASEL RNF43 RTEL1

RUNX1 SAMDOL SDHA SDHAF2 SDHC SDHD SLX4 SMAD4
SMARCA4 SMARCB1 SMARCE1 SMO SPOP SPRED1 SPRTN

SUFU TMEM127 TRIM44 TSC1 TSC2

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax



HacnepacrteeHHas npeapacnofnioXXeHHOCTb K paKy MOJIOYHOU PUCK
Kesnesbl U AIMMHUKOB, cBfi3aHHasi ¢ reHom BRCA2

BbisiBNeH naToreHHbI BapuaHT B reHe BRCA2, cBA3aHHbIN C HacneacTBeHHON
npeapacrnonoXXeHHOCTbIO K HEKOTOPbIM OHKOMOrM4YeCcKUM 3abosieBaHUAM.

[eH BbISiBNEHHbIN BapmnaHT

BRCA2 [eTepOo3nroTHLIN BapuaHT reHa
[eHOMHasg koopguHaTa cDNA
chrl3:32340882ACATT>A C.6531_6534delTCAT
AMUHOKMCOTHas 3aMeHa [MokpbITne
p.I1e2177fs 135x%

Kak nposiBnsiercst 3a6onesaHue?

'eH BRCA2 yyacTByeT B cMCTeMe BOCCTaHOBeHus nospexaerHmnn JHK. OH nrpaet Kno4yeByto posb
B NOALEPXaHUN FreHeTUYECKOM CTabUNbHOCTU KIIeTOK. [1aToreHHble BapuaHTbl B 3TOM FreHe
HapyLwatoT npouecchl penapaumm OHK, 4TO MOXeET NpMBOANTL K HAKOMIEHUIO FEHETUYECKNX
NOBPEXAEHUN N MOBLILLEHUIO PUCKA Pa3BUTUA HEKOTOPbLIX BUOOB OMyXOsen.

HocuTtenbcTBO NatoreHHoro BapuaHta B BRCA2 cBsiI3aHO C MOBLILLEHHOW BEPOATHOCTBIO Pa3BUTUS:
e paka MOJIOYHOM Xenesbl;

e paka IMYHUKOB N MATOYHbIX TPYG;

e paka Mo Kenyno4yHomn xenessol;

e MenaHoMbl;

* HEKOTOPbIX APYIMX OMyXonewn.

|_|pl/l 3TOM Ba>XHO NMOHMUMaATb, YTO HaJIM4ymne BapmnaHTa He O3Ha4YaeT HaJInine OHKOJIOrM4eckoro
3aboneBaHNsa N He O3HAYaeT, YTO OHO 06A3aTeNIbHO pa3OBbéTCFI. Peuyb MAET O NOBbILEHHOM
npenpacnosioXXeHHOCTU, KOTopada MOXeT ObITb YaCTUYHO KOMMeHCUnpoBaHa perynapHbIM
HaGNOAEHMEM U I'IpO(I)VI}'IaKTVIl-IeCKVIMVI MepamMu.

Ectb in neyeHne?

CrneundunyecKkoro fneyvyeHunst, yCTpaHsoLero reHeTu4eCcKyo NpuUnHy, He cyllectasyet. OCHOBHas Lenb
BbISIBJIEHMS TaKOrO BapraHTa — OpraHu3aums MHAMBUAYaNbHON NPOorpamMmMbl HAGMOOEHNS U
NPodUNaKTMUKKN, NO3BONSIOLLEN TNOO CHU3UTb PUCK Pa3BUTUS 3a601eBaHus, GO BbiIBUTb €ro Ha
paHHen cTaguu.

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax



YTo aTo 3HaYMUT [J11 MEeHSI?

Y Bac BbiSIBIeH NaToreHHbI BapuaHT B reHe BRCA2, cBA3aHHbIN C NOBbILIEHHON HacneACTBEHHOW
npeapacnofioXXeHHOCTLIO NpeXae BCero K paky MOSIOYHOM enesbl U ANYHMKOB. STO He 03HavaeT,
YTO paK 06s3aTeSIbHO Pa30BbETCS, HO TPEBYET creumanbHoM NporpaMMbl HaGOAEeHUS.

CornacHo pekomeHgaumam NCCN:

o MOJIOUHbIE Xenesbl: C 25 neT — KIMHUYECKU OCMOTP Kaxable 6-12 mecsues n exxerogHas MPT; ¢
30 po 75 net — exerogHble MPT 1 mammorpadusa. MoxeT o6cyxaaTbca npopunaktmyeckas
MaCTIKTOMMUSA.

e AVYHMKK: NOCTIe 3aBePLUEHUSA PENPOAYKTUBHbBIX M/TaHOB PeKOMeHAYyeTCH 06CyXaeHne
NPOodUNAKTUYECKOro yaaneHns MaTouHbIX TPY6 U SUYHUKOB, 06bIYHO B 40-45 neT.

« [NopyxenynoyHas xenesa: Npu HaMyYMmM CEMEeNHOro aHamHesa MOXeT 06CYXAaTbCA CKPUHUHT € 50
net unu Ha 10 neT paHbllie CaMOoro paHHero cfiyyasi 3a6ofieBaHus B CeMbe.

e MenaHoma: pekomMeHayeTca peryrmpruZ OCMOTP KOXWU U 3alinTa OT N36bITOYHOIO yanpacpmoneTa.

nOCKOﬂbe BapUaHT HaCJ'IeJJ,CTBeHHbM, pekoMeHagyeTcA VIH(I)OpMVIpOBaTb O HaxopgKe 6IM3KNX
POACTBEHHUKOB.

Ecsm 51 nnaHmpyro poxxgeHne peb6éHKa, YTo BaXKHO y4ecTb?
BapuaHT B reHe BRCA2 HacnepyeTcs ayTOCOMHO-OOMMWHAHTHO. OTO O3HAYaeT, YTO Kaxkablh pe6EHOK
nveet 5S0% BepPOATHOCTb YHacnegoBaTb 3TOT BapMaHT.

Hanwnuune BaphaHTa He CBA3aHO C 3a60/1eBaHNEM B AETCTBE, O4HAKO MOXET MoBbIlWaTb PUCK
HEKOTOPbIX OHKOJIOTM4YECKUX 3a60/51eBaHn BO B3pPOCJZIOM BO3pacTe.

Opyrue 3a6oneBaHus

OcTarnbHble nccnegyemble HacnefACTBEHHbIE OHKOMIOrMyeckne CMHAPOMbI: B pamkax aHanusa
reHOB, aCCOUMUPOBAaHHbIX C HacNeaCcTBEHHbIMU OHKONOTMYEeCKMMU CUHAPOMAaMW, NaToreHHble 1
BEPOSITHO NMaTOreHHbIE BapMaHTbl BbiiBNEHbl HE 6bln (cornacHo kputepusam ACMG). Ha
OCHOBaHMWM NOSyYEHHbIX AaHHbIX MPU3HAKOB MOHOMEHHOW OHKOIOrMYeCKon
npenpacrnonoXeHHOCTU He 0B6Hapy>XeHo. CneayeT yunTbiBaTb orpaHnvyeHnsa NGS-
CEKBEHMPOBaHUSA B OTHOLLIEHUWN BbIIBJIEHUA HEKOTOPbIX TUMOB reHOMHbIX NepPecTPOeK, BKIOYas
9K30HHblE Aeneuunuy, gynnnkauum n 6onee KpyrnHble CTPYKTYpPHble BapuaHTbl. [pu Hanuumm
OTArOLWEHHOr0o CEMENHOIo OHKOTIOMMYECKOro aHaMHe3a, paHHUX CrlyyYaeB 3/10KayeCTBEHHbIX
HOBOOGPa30BaHUN UM MHOXECTBEHHbIX OMyXOsien B CEMbe PEKOMEHAYETCH KOHCY bTaLMs Bpaya-
reHeTuka ans oueHKM HeoOXoAMMOCTU YTOUYHANOLWEro 06cefoBaHna U NepcoHanM3npoBaHHOro
CKPUHWHTA.

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax



®APMAKOIEHETUYECKU NPO®UJIb

MeTop uccnepoBaHusi: NGS-cekseHupoBaHue, MNLUP

Pasgen papmakoreHeTMKU NomMoraeT nogobpaTh IeKapCTBEHHbIE NpernapaTthl U NX 403UPOBKY C YYETOM
reHeTMYeCcKnX 0COBeHHOCTEN NaLUMeHTa, YTo6bl MOBLICUTL 3QGEKTUBHOCTb TEYEHUS U CHU3UTb PUCK
NOBGOYHbIX peakLmi. PekomeHaaLmm oCHoBaHbl Ha JaHHbIX aBTOPUTETHBLIX UCTOYHMKOB: CPIC —
MeXOYyHapOL4HOro KOHCOpLMYMa Mo BHeAPEHU0 papMaKOoreHeTUKU B KIMHUYECKYHO NpakTuky; DPWG —
HugepnaHngckon paGoyen rpynnbl No papmakoreHeTuke; FDA — YnpaBneHus No CaHUTapHOMY HaA30py 3a
KayeCcTBOM MULLEBbIX MPOAYKTOB 1 MegukameHToB CLLUA.

Moaxonbl n pekoMeHgaunmn aTunx OpFaHI/I3aL|,VIVI MOTYT pPa3/in4aTbCH, MOCKOJIbKY OHU UCMOJIb3YHOT pPa3Hble
MEeTOONKN OLUEHKUN O0Ka3aTes/ibCTB U KPUTEPUUN UX MPUMEHEHUA.

&
<~ leHeTuyeckue mapkepbl MeTaGonusma

leH Avnnotun CraTtyc

HLA-B %*18:01/*51:01 OTtcyTcTBytoT annenu 57:01, 58:01, 15:02.
HLA-A %02:01/*%30:01 OTtcyTcTBytoT annenu 31:01.
CYP2C19 *1/*1 HopmanbHbI MeTaGonmMsaTtop.
CYP2D6 *3 /%4 MepneHHbIM MeTabonusaTop.
UGT1A1 *1/*1 HopmanbHbI MeTabonunsaTtop.
SLCO1B1 *1/*1 HopmanbHasa ¢oyHKuums.

TPMT *1/*1 HopMarsnbHbIn MeTabonmsaTtop.
NUDT15 *1/*1 HopmanbHbI MeTaGonmsaTtop.
CYP2C9 *1/%1 HopmanbHbIt MeTaGonnsaTtop.
DPYD Reference/Reference HopmanbHbI MeTabonnsaTtop.
CYP3A4 *1/*1 HopmanbHbI MeTaGonmsaTtop.

B (reference)/B .
G6PD HopmanbHbIn meTabonusatop G6PD.
(reference)

CYP3A5 *3/*3 MepnneHHbI MeTabonmsaTop.

dapmaKoreHeTU4eCcKum Nnpoduib 7



leH Aunnotun Cratyc

BnusaHune reHoTuna Ha akTUBHOCTb MeTabonusatopa He
BbIIBJ/IEHO.

RYR1 €.5360C>T/c.61786G>T

®dapMakoreHeTU4eckKuin npodusb



0630p No KaTeropusim

AHTUKOArynsHTbl U aHTUarperaHThl CTAHOAPT OnuounpHble aHanbreTuku M3MEHEHNSA
MpoTMBOPBOTHbIE NpenapaTbl WM3MEHEHUS MpoTuBOONyXONEBbIe Npenapartol WU3MEHEHUSA

MpenapaThbl, BAUsOLWME Ha OOMEH

MmmyHocynpeccopbl CTAHOAPT .
MOYEBOM KUCNIOTbI

CTAHOAPT

Opyruve npenapathbl CTAHOAPT

[@ OnuompHbie aHanbreTUkm

OnuuepuauH M3MEHEHMS

dapm. gencTBue: HeMPOTPONHOE, ONMNOUAHBIN aHaNbreTuK

Toproeblie Mapku: OnvuepuanH

M3-3a 0COBEHHOCTE BbISIBIIEHHOIO reHeTUYECKOro BapuaHTa NoBbileH PUCK
Pa3BUTUSA MNOBGOYHBIX PeaKLMit NPU NPUMEHEHWUM NpernapaTa, BKIoYas yrHeTeHne
CYP2D6 [bIXaHWs U BblpaXKeHHyo cefaumio. [1a CHUXEHNA pUCKa HexenaTeslbHbIX FDA
peakLuit MOXeT NoTPe60oBaTbCs yBeMUeHne UHTepBana Mexay npuemMamu
npenapara.

®dapMakoreHeTU4eckKuin npodusb



Tpamapon W3MEHEHUS

dapm. gencTeue: aHanbresmpyrowee (onMomaHoe)

Toproeble mapku: Tpamagon, TPAMALOJT ABEKCUMA, TPAMALOJ1 KAJNILUEKC, Tpamagon peTtapa,
Tpamapon-I'P, Tpamagon-rinetxuko, Tpamagona rugpoxnopu, Tpamaknocugon®, Tpaman®,
Tpaman® petapa, TpaMonnH®

M3-3a ocob6eHHocTen paboThl pepmeHTa CYP2D6 Tpamagon MOXeT Xyxe
npeBpallaTbCs B aKTUBHYIO GopmMy. B pesynbTate 06e360mBatowmim appexT
npenapaTa MOXET 6bITb HELOCTAaTOYHbIM AaXe MNPy NPUMEHEHUN CTaHAAPTHbIX
CYP2D6 0o3. NpumMmeHeHne TpaMagona He pekomMmeHayeTcs. [Npn Heo6XoANMOCTHU CPIC
06e360M1BaHnA crieflyeT pacCMOTPETb anbTepHaTUBHbIE NpenapaThl. KogeuH
TaKXXe He peKOMeHLYeTCs, MOCKOJIbKY ero 4encTBMe 3aBUCUT OT TOTO XXe
depmenTa CYP2D6.

M3-3a ocob6eHHocTen paboTbl pepmeHTa CYP2D6 HEBO3MOXHO TOYHO
npenckasaTb BAUSHUE FeHEeTUYECKOro BapnaHTa Ha o6e36onunsatownn apdexT
Tpamagona. 3To CBA3aHO C TeM, YTO NpU n3MeHeHun aktusHocTn CYP2D6
MEHSIETCHA COOTHOLLEHNEe MeXy UCXOOHbIM NpenapaTtoM U ero akTUBHbIM
MeTaboNIMTOM, KOTOpble MO-pasHOMY Y4acTBYHOT B pOPMUPOBaAHUN
obesbonuBatoero apdpekra. PekomeHayeTcsa yuYnTbiBaTb BO3IMOXHOCTb
HefoCTaTOYHOro 06e36onnBaHusa Ha GoHe neveHus. Mpn HepoOCTaTOYHON
3hHEeKTUBHOCTM Tepannumn MOXeT paccMaTpmuBaTbCH yBeNndYeHne 0o3bl Tpamagona.
CYP2D6 DPWG
Ecnun aTo He o6ecneynBaeT gocTatoyHoro adpdekTa, peKoMeHayeTcss pacCMOTPETb
anbTepHaTUBHbIM 06e360nmMBatoLmi npenapat. KogenH He pekoMeHayeTcs,
MOCKOJIbKY ero AeCTBME TakxXe 3aBUCUT OT akTuBHOCTU CYP2D6. MopduH He
MeTabonuanpyeTcsa Yyepe3 CYP2D6. OKCUKOOOH MeTabonn3npyeTcs yepes
CYP2D6 nuLwb 4aCTUYHO, M 3TO HEe OKa3blBaeT CYLLECTBEHHOIO BUAHWNS Ha ero
o6e3b6onvBatoLWmn apdeKT. ECnm npMMeHeHne anbTepHaTUBHOMO npenapaTa
HEBO3MOXHO, PEKOMEHAYeTCA KOHTPONPOBaTb 3GPEKTUBHOCTbL 06€360MBaHNS U

npy HEO6XOAMMOCTU KOPPEKTUPOBATL Tepanuio.

dapMakoreHeTn4eckunin npocunab
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ﬁ I'IpOTMBoonyxoneBble npenapaTtbl

TamokcudeH U3MEHEHUSA

d)apM. OeucTeue: AHTUSCTPOreHHoe, NpoTnBoonyxosiesoe

ToproBble Mapku: Bepo-TamokcudpeH, CuHpeH, TamokcudpeH, TamokcudpeH N'EKCAJT, TamokcudeHa
uuTpaT

M3-3a ocobeHHoCTeln paboTbl pepmeHTa CYP2D6 TaMOKCUPEH MOXKET Xy>Ke
npeBpaLLaTbCs B CBOK aKTUBHYO GopMy. B pesynbTaTe apPeKTUBHOCTb
rOPMOHasnbHOM TepanmMm MOXET OblTb CHUXEHA, YTO MOTEHLMaNbHO CBA3aHO C
MOBbILLIEHHBIM PUCKOM peunansa ropMOHO3aBUCHMOro paka MOJIOYHON XXenesbl.
PekomeHayeTcs 06CyanTb € NevalnmMm OHKONOroM BO3MOXHOCTb NPUMEHEeHUs
anbTepHaTUBHOM SHOOKPUHHON Tepanuu. [ns XeHLWMH B MOCTMeHonay3e
npeanoYTUTENbHbIM BapyaHTOM MOTYT 6bITb MHIMOUTOPLI apomaTasbl. s

CYP2D6 CPIC
>XEHLUWH B NpeMeHoray3e MOXeT pacCcMaTpmuBaTbCsd KOMOUMHALUUA UHTMOUTOPOB
apomaTasbl ¢ nogasneHnemM GyHKUNN SUYHUKOB. ECniv npMeHeHne MHrM6UTopoB
apomaTasbl HEBO3MOXHO M3-3a NPOTUBOMOKAa3aHUM UM HEMEPEHOCUMOCTH,
MOXeT paccMaTpuBaTbCH yBeNnyeHne 0o3bl TaMokcupeHa no 40 Mr B CyTKu.
OpHako faxke rnpuv NoBbILWEHUM A03UPOBKM aKTUBHOCTbL NpenapaTa MoXeT
0CTaBaTbCs HUXE 0XWAAEMOM, MOCKOJIbKY KOHLEHTpaLus ero akTuBHom Gopmebl
NoBbIWAETCH NULb YaCTUYHO.

M3-3a ocob6eHHocTen paboTbl pepmeHTa CYP2D6 TaMoKCUBEH MOXKET XyxKe
npespaLlaTbCA B CBOK aKTUBHYIO GOpMY — 3HAOKCUPEH. B pesynbtaTe
30 PEeKTUBHOCTb TEpanuUn MOXET 6bITb CHUXeHa. PeKoMeHayeTCca pacCMOTPETb
Ha3HayeHWe anbTepHaTUBHOW FOPMOHabHOM Tepanuu. [ns XXeHLWuH B
nocTMeHonay3e BO3MOXHOWN anbTepHaTMBOMN ABNAKOTCA MHIMOUTOPLI apoMaTasbl.
CYP2D6 Ecnu BbiGpaH TaMOKCUdEH, peKOMeHAYyeTCA YBENMUUTb 03y A0 40 Mr B CYTKU U DPWG
KOHTPONMPOBaTb KOHLEHTPaUMIo aHAoKCudpeHa. ViccnegosaHmsa nokasblBaroT, YTo Y
NauneHTOB CO CHUXXEHHOM akTUBHOCTbIO CYP2D6 yBenuyeHne fo3bl TaMOKCUdpeHa
[0 40—-60 Mr B CyTKM MOXET MO3BONUTb AOCTUYb TepaneBTUYECKUX KOHLIEHTpaLuui
aHAokcudeHa. 1o BO3MOXXHOCTU peKoMeHayeTcs usberatb O4HOBPEMEHHOIO
npuMeHeHus MHrnéntTopoB CYP2D6, NOCKONbKY OHU MOTYT JOMOSHUTENBHO
CHUXaTb o6pa3oBaHne aHOOKCUPeHa U 3IGDEKTUBHOCTL NleYeHus.

benuHocTaT CTAHOAPT

dapm. percteue: He ykasaHo

ToproBbie MapkKu: —

OToenbHas papMakoreHeTUyeckas pekoMeHagaUms no N3MeHeHMIo [03bl Un
BbIGOPY MpenapaTa oTCyTCTBYeT. PelleHne credyeT NpUHUMaTh B COOTBETCTBUM C
UGT1A1 FDA

KIMMHUYECKUMU MOoKasaHUsIMN, 3PPEeKTUBHOCTbIO, MEPEHOCUMOCTbLIO U
COMyTCTBYHOLWMMHM 3a60/1EBAHUAMN.

®dapMakoreHeTU4eckKuin npodusb
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MpuHoTekaH CTAHOAPT

dapm. gericTBUE: NPOTMBOOMYXONEBOE, LUTOCTATUYECKOE

Toprosble Mapku: VipnuHoBa, VipuHoTekaH, VipuHoTekaH megak, VMipyuHotekaH-AMEAPT,
NPNHOTEKAH-OXX, NIPUHOTEKAH-MPOMOMEL, VpuHoTekaH-TeBa, NpuHoTekaH-Punakcuc,
NpnHoTekaHa rugpoxnopug, MpnHotekaHa rugpoxnopug, - JToHr LeHr Gapma Numuten®,
VpuHoTekaHa rugpoxnopuga Tpurngpat, MpuHoten, Nputepo®, Kamntepa, Kamnto®, Kamnto® LIC,
OHMBana® nernnnpoBaHHbIN NMNOCOManbHbIN

OTpenbHas GapmMakoreHeTyeckas peKoMeHaaLUms No UBMEHEHWIO [03bl UK
BbIGOPY Mpenapata oTCyTCTBYeT. PelueHne cneayeT NpuHUMaTh B COOTBETCTBUN C
UGT1A1 DPWG

KNMMHNYeCKUMU NOoKa3aHNAMMU, 3(D(I)6KTVIBHOCTb}O, NnepeHOCMMOCTbIO U
conyTCcTByrOLLMMU 3a60/1eBaHUAMMN.

Kaneuuta6uH CTAHOAPT

dapm. gericTBUE: NPOTMBOOMYXONEBOE

Toproeble mapku: KabeuunH, KanametnH® OC, KaneuntabuH, KAMNELUVMTABH-TIPOMOMEL,
Kaneuutabun-T/1, KaneuutoBep, KcanBobuH, Kcenopa®, TytabmnH®

KoppeKuusa Tepanum Ha OCHOBaHUM Pe3ynbTaToB reHeTUYECKOro TECTUPOBaHUSA He
Tpe6yeTcs. KaneuntabuH peKoMeHayeTcsi MPUMEHSATb B AO3UPOBKE U peXxume

DPYD . . y CPIC
BBEZEHWS, NPefyCMOTPEHHbIX AeNACTBYHOLWEN UHCTPYKLMEN MO MeaULMHCKOMY

NnPpUMEeHeHUIo npenaparta.

OTpenbHas GapMakoreHeTUyeckas peKoMeHAaLUmMs No UMEHEHUIO [03bl UK
BbIGOPY Mpenapata oTCyTCTBYeT. PelueHne cneayeT NpuHUMaTh B COOTBETCTBUN C
DPYD DPWG

KNMMHNYeCKUMU NOoKa3aHNAMMU, 3(D(I)6KTVIBHOCTb}O, NnepeHOCMMOCTbIO U
conyTCcTByrOLLMMU 3a601eBaHUAMMN.

CauuTty3ymab rosuteKaH CTAHIAPT

dapm. gericTBUe: UMMYHOMOAYNMPYOLLEe, MPOTUBOOMYXONIeBOe

Toproeble Mapku: Tpoaensu

OTpencHas bapmakoreHeTMyeckasa pekoMeHaaunsa no U3MeHeHuo 403bl Un
BbI6OpPY npenapaTa oTCcyTCTBYeT. PelweHne cnegyet NnpMHUMaTh B COOTBETCTBUN C

UGT1A1 FDA
KITMHUYECKUMU MOKa3aHUSAMU, 3GDEKTUBHOCTbLIO, MEPEHOCUMOCTbLIO U

COMyTCTBYIOLMMM 3a60SIEBAHUAMUA.
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Teradpyp

CTAHOAPT
dapm. pencTeBue: NPOTUBOOMNYXONEBOE, LUTOCTATUYECKOE
Toproeble mapku: ®Topadyp®
OT/J,efleaﬂ (DapMaKOFeHeTW-IGCKaFl pekoMeHgauna no USMeHeHUo O03bl NN
Bbl60py npenapata OTCYyTCTBYET. PeweHnne cnepgyet npuHMMaTb B COOTBETCTBUN C
DPYD DPWG
KNMMHNYeCKUMU NOKa3aHUAMMU, 3¢¢eKTMBHOCTbPO, NnepeHOCUMOCTbIO U
COMYTCTBYIOLUMMUN 3a60N1€BaAHUAMM.
®Topypauun CTAHZAPT

dapm. percTBUe: NPOTUBOOMNYXONEBOE, LIUTOCTATUUYECKOE

Toproeble Mapku: 5-OTopypaunn-36ese, Ptopypaumn, dtopypauun-OEKO, dtopypaumn-TIOHCE,
dTopypaumn-POHLI®, dTopypauun-Tesa

KoppeKkuusa Tepanumn Ha 0OCHOBaHUU pe3ynbTaToB FeHeTUYECKOro TECTUPOBaHNSA He

TpebyeTcs. lNMpenapaT peKOMeHAYyeTCs MPUMEHATb B JO3UPOBKE U peXxnme
DPYD ) ) } CPIC
BBedeHuUa, npeayCMoTpPeHHbIX AeNUCTBYyoWen MHCTPpYyKUmMen no meguumHCKoMy
NPUMEHEHNUIO.
OT/J,eJ'IbHaFl (])apMaKOFeHeTW-IeCKaﬂ pekoMeHgauna no USMeHeHUo O03bl NN
Bbl60py npenapata OTCYyTCTBYET. PeweHnne cnepgyet npuHMMaTb B COOTBETCTBUN C
DPYD DPWG
KNMMHN4YeCKUMU NOKa3aHUAMMU, 3¢¢eKTMBHOCTbPO, NnepeHOCUMOCTbIO U
CONyTCTBYHOLWMMN 3a60S1EBAHUAMMN.
ApaAaduUTUHUG CTAHOAPT
dapm. geincrTeure: NPOTUBOONYXONEBOE
ToproBble Mapku: banesepca
OTp,eanaﬂ cbapmaKoreHequeCKaﬂ pekoMeHaauna no USMeHeHUo 0o3bl Unn
BbIGOPY NpenapaTa oTCYTCTBYET. PelleHne cnegyeT NpuUHMMaTh B COOTBETCTBUN C
CYP2C9 FDA
KNIMHNYeCKUMU NOKa3aHUAMMU, 3¢(|)eKTVIBHOCTbI-O, NnepeHOCUMOCTbIO U

conyTCcTByrOLLUIMMU 3a60neBaHUSMMU.
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[@ MpoTueopBOTHBLIE NpenapaTbl

MeToknonpamup, N3MEHEHUA

d)apM. HeﬁCTBM92 NPOKMHEeTn4YeCKoe, NpoTUBONUKOTHOE, NMPOTUBOPBOTHOE

Toproeble Mapku: MeTtoknonpamupg, Metoknonpamug Bendvapm, MeTtoknonpamug PeHeBan,
MeToknonpamug-Akpu®, Metoknonpamug-Buan, Metoknonpamug-rfpomen, Metoknonpammg-

OCKOM, MeToknonpamuga rugpoxnopua, Metoknonpamumga rugpoxnopug-IrpuHckpocc SKenoprT,
MepuHopm, UepyrnaH®, Llepykan®

M3-3a 0COBEHHOCTEN BbISIBIEHHOIO MrEHETUYECKOrO BapuaHTa MOXEeT 6bITb
MOBbILLEH PUCK Pa3BUTUS MOBOYHBIX peakLuuin Npu NpMMeHeHuu npenapata. Ons
CHUMXXEHUS PUCKa HeXenaTeflbHbIX Ppeakunin peKOMEHAYETCH YMEHbLNUTb J03Y
CYP2D6 npenapaTa. [Mpu neyeHumn ractpoasodareanbHomn pedntokcHom 6onesHun (FTOPB) FDA
pekoMeHyeMas cxemMa Tepanuu cocTaBnsieT 5 Mr YeTblpe pasa B CyTkK (3a 30
MUHYT [0 KaKgoro npuema nuwm v nepes cHom) unm 10 Mr Tpu pasa B CYTKM.
MakcumanbHaa cyToyHas f03a He [oMKHa npesblwatb 30 Mr.

OHpaHceTpoH CTAHOAPT

dapm. pencreue: NPOTUBOPBOTHOE

Toproeble Mapku: Bepo-OHpgaHceTpoH, JomeraH, 3o¢paH®, JlazapaH BM, JlatpaH®, OHpgasenn,
OHpaHceTpoH, OHpgaHceTpoH-AnbTdapm, OHgaHceTpoH-JIOHC, OHgaHceTpoH-POHLL, OHpgaHceTpoH-
TeBa, OHpaHceTpoH-PepenH®, OHgaHCeTPOH-OCcKoM, OHOaHCEeTpoHa rngpoxnopua, OHagaHceTpoHa
rngpoxnopug aurngpat, OHgaHceTpoHa rugpoxnopua-JloHr Wenr @apma Jiumuteg®, OHgaHceTpoHa
rugpoxnopuga gurugpat, OceTpoH®, DmeceT®

OTpenbHasa papmMakoreHeTUYeckKas peKoMeHaaLmsa no U3MeHeHUIo J03bl UK

BbIGOPY Mpenapata oTCyTCTBYeT. PelueHne cneayeT NpuHUMaTh B COOTBETCTBUN C
KIIMHUYECKUMU NOKa3aHUAMU, 3GGEKTUBHOCTBIO, MEPEHOCUMOCTbLIO U1

CYP2D6 CPIC

COMyTCTBYHOLWNMN 3a60/1€BaAHUAMMU.

TponuceTpoH CTAHOAPT

dapm. pencreue: NPOTUBOPBOTHOE

Toproeblie Mapku: TponMHAON®, TponnuceTpoHa r’mapoxIopuLg,

OTpencHas bapmakoreHeTMyeckasa pekoMeHaaunsa no U3MeHeHuo 403bl Un
BbI6OpPY npenapaTa oTCcyTCTBYeT. PelweHne cnegyet NnpMHUMaTh B COOTBETCTBUN C
CYP2D6 CPIC

KIMHUYECKMMU NOKa3aHNAMU, 3GDEKTUBHOCTBIO, MEPEHOCUMOCTbLIO U
COMyTCTBYIOLMMM 3a60SIEBAHUAMUA.

dapMakoreHeTn4eckunin npocunab
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ﬁ AHTMKanyJ'IﬂHTbI U aHTUarperaHTbl

Knonupgorpen CTAHIAPT

dapm. gericTBUe: aHTMArperaumoHHoe, MHFMBMPYET arperaumio TPOMGOLMTOB

Toprosble Mapku: Butarpunenb®, [leknot 75, dennatt®-75, eTpom6®, 3unt®, Knanutakc,
Knonuagekc®, Knonugorpen, KNOMUAOOIPES BENNOAPM, Knonupgorpen O-p Peaguc, Knonngorpen
KaHoH, Knonngorpen PeHeBan, Knonugorpen conogpapm, Knonngorpen-AKOC, Knonugorpen-
AkpuxuH, Knonugorpen-JIEKCBM®, Knonugorpen-HAHOJIEK®, Knonngorpen-Okcdopa,
Knonunpgorpen-C3, Knonungorpen-TAL, Knonugorpen-Tesa, Knonuaorpen-o®I, Knonugorpen-e®roe,
Knonunporpen-3gBaHcg, Knonugorpena éucynbdat, Knonugorpena rugpocynsdat, Knonugorpena
rugpocynbdat (Il popma), Knonngorpena rugpocynodpat (GPopma ), Knonngorpena cynodar,
Knonunporpensa éucynboar, Jinpta®, Jinctad® 75, lonupen, MNnasukc®, Mnarpun®, lNnorpens,
TapreTek®, TpokeH®, Tpombopenb, dntogep, ArMTPOMB®

Ecnu paccmaTpuBaeTe KIonNuaorpen, UCnosb3ynte cTaHaapTHyo ao3sy (75 mr/

CYP2C19 CPIC
neHb).

OTpenbHas (DapMaKOFeHeTVIl-IeCKaFI pekoMeHaauna no USMeHeHUo 0o3bl Unn

Bb|60p npenapata OTCYyTCTBYET. PelweHune cnepgyet npuHMMaTb B COOTBETCTBUN C
CYP2C19 y yreTey Y DPWG

KMMHUYECKUMU MOoKa3aHUsIMN, 3PPEKTUBHOCTbIO, MEPEHOCUMOCTbBIO U
CONyTCTBYHOLWMMU 3a60/1€BAHUAMN.

@ WMmmyHocynpeccopbl

MepkanTonypuH CTAHOAPT

(DapM. AEﬁCTBMe: MMMYHOLOEeNnpeccmnBHoOE, NpPOTUBOOINYyXoneBsoe

Toproeble Mapku: MepkantonypuH, MepkanTtonypuH-Hatne, MepkantonypuHa moHorugpart, [ypu-
HeTton

KoppeKkuusa neyeHns no pesynbraTy TecTa He TpeByeTtcs. MpenapaT MOXHO

TPMT B}
NMPUMEHSATb B CTaHZAPTHOW AO3MPOBKE C 06bIYHBbIM KOHTPONEM 3hGEeKTUBHOCTU U CPIC
NUDT15
No6o4YHbIX 3 PeKTOB.
OTpenbHas dapmMakoreHeTuyeckas pekoMeHgauust No U3MeHeHUo [03bl Un
TPMT BbIGOPY NpernapaTa oTCYTCTBYET. PelleHne cnegyeT NpuUHMMaTh B COOTBETCTBUN C DPWG
NUDT15 KIMMHUYECKUMU MOoKasaHUsMN, 3pPEeKTUBHOCTbIO, MEPEHOCUMOCTbIO U

CONyTCTBYHOLWMMU 3a60/1EBAHUAMN.
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TuoryaHuH CTAHOAPT

dapm. geicTBUE: NPOTMBOOMYXONEBOE

Toproeble MapKu: ToryaHuH

KoppeKkuusa neyeHns no pesynbraTy TecTa He TpebyeTtcs. MpenapaTt MOXHO

TPMT
NPUMEHATb B CTaHAAPTHON A03MPOBKE C 06blYHbIM KOHTPONeM 3GPeKTUBHOCTH U CPIC
NUDT15
No60YHbIX 3 PeKTOB.
OTpenbHas papmakoreHeTMyeckas peKomMeHaaums no M3aMeHeHUIo Jo3bl Un
TPMT BbIOOPY NpenapaTa OoTCyTCTBYeT. PelleHne cnegyeTt NPUHUMaTb B COOTBETCTBUM C DPWG
NUDT15 KIMHMYECKUMU NoKasaHUaMU, 3PPEKTUBHOCTbIO, MEPEHOCUMOCTbBIO U
COMYTCTBYOLUMMMN 3a60N1€BaHUAMM.
ﬁ I'IpenapaTbl, BvsdAoLLUE Ha 06MeH MOYEBOU KUCIOTbI
AnnonypuHon CTAHOAPT

¢apM. AeﬁCTBM62 rmnoypumukemMmn4yeckoe, npotmeonogarpmnyeckoe, orpaHnymBaeT TakKmum o6pa30M
CUHTE3 MOYEBOW KMUCOThI

Toprosbie mapku: AnnonypuHon, AJITTONMYPUHOJT ABEKCUMA, AnnonypuHon-9ruc, Munyput®

FeHeTMYeCKnx 0COBeHHOCTEN, NOBbILLAIOLLMX PUCK TAXKENBIX UMMYHHbIX peakLmi
HLA-B*58:01 Ha anyonypuHor, He BbiABEHO. [penapaTt MOXeT NPUMEHATLCA B CTaHAAPTHbIX CPIC
[LO3UPOBKax B COOTBETCTBUM C AENCTBYHOLMMU KIMHUYECKUMU PEKOMEHZALMNAMMU.

FeHeTnyeckumn npodunb ABCG2 He yKasbiBaeT Ha BbipaXKeHHOEe CHUXEHNe OTBeTa
Ha annonypuHon. NMoaToMy crneumanbHoe YBenMyeHue A03bl No pesynbTaTy

ABCG2 ; DPWG
reHeTMYEeCKOro TecTa He TpebyeTcs; L03y NMoAGKPatoT MO YPOBHIO MOYEBOK
KUCNOTbI U MepeHOCUMOCTH.
OTgenbHas dapMakoreHeTMyeckaa pekoMeHaaums no N3aMeHeH o Ao3bl Uu
BbIGOPY Mpenapata oTCyTCTBYeT. PelueHne cneayeT NpuHUMaTh B COOTBETCTBUN C
HLA-B*58:01 DPWG

KIMMHUYECKUMU MOoKasaHUsIMN, 3PPEKTUBHOCTbIO, MEPEHOCUMOCTbBIO U
conyTCcTByrOLLMMU 3a60neBaHUSMMU.

®dapMakoreHeTU4eckKuin npodusb
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Paco6ypukasa

CTAHAOAPT
dapm. gencTBure: CHMXKAET yPOBEHb MOYEBOW KUCNOThI

Toproeble MapKku: Pacoypukasa

G6PD [MpumeHeHne pacbypukasbl 4OMYCTUMO MO CTaHA4APTHLIM KIIMHUYECKUM

CPIC
pekoMeHAauMsaM C 06bIYHbIM KOHTPOIEM 3QOEKTUBHOCTU U MOBOYHbIX 3PHEKTOB.

@ [Opyrve npenapartbl

OpoHabuHon

CTAHOAPT
dapm. pecTBue: KaHHaBUHOW, NPOTUBOPBOTHOE CPEACTBO, ra/ItoUMHOreH

Toproeble Mapku: [1poHabUHON

OTpenbHasi GapMakoreHeTUYeCcKas PeKOMeHAALMSA MO U3MEHEHUIO [03bl UMK
CYP2C9

BbIGOPY NMpenaparta oTCYTCTBYeT. PelleHne cneayeT NpMHUMaTh B COOTBETCTBUM C

FDA
KITMHUYECKUMU NOKa3aHUSAMU, 3GDEeKTUBHOCTbLIO, MEPEHOCUMOCTbLIO U
COMyTCTBYHOLWNMN 3a60/1€BAHUSIMU.

®dapMakoreHeTU4eckKuin npodusb
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