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LaTa poxpgeHunsa 1992-08-27
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Mon XeHckun

2 WHdpopMaums 06 uccnenoBaHum

o OK30MHOe cekBeHupoBaHue (NGS) c 6uonHdopMaTUUECKUM

NccnepoBaHue
aHanM30M AaHHbIX
e MeHockaH 4000 (geneMind), P3H 2025/24616, Vazyme Exome Panel
e [eHockaH 3000, MuKkpomMaTpuLbl BbICOKOIO pa3peLleHus
o GTG-oKpacka 72-4acoBown KynbTypbl IMMOOLNTOB Nepudepmnyeckomn
Mnatdopma
KpoBHU
o [1LIP ¢ nocnepytowmm ¢parmeHTHbIM aHannsom, lMNMLP B peanbHoMm
BpeMeHU
Bpau-reHeTuk XKerynuHa W. O.
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KAPUOTUNMNPOBAHUE

Metoga uccnepgosanusi: MetagasHbi LUTOreHeTUUECKUIA aHaNu3 (KapuoTunupoBaHue)

PE3YJIbTAT: 46,XX

HopMmanbHbIN YXEHCKUA KapuoTun

1 2 3 4 5 6 7 8
9 10 n 12 13 14 15 16
17 18 19 20 21 22 X

LinToreHeTn4yeckoe nccraegoBaHne KapuoTuna — 3T0 aHa/Iu3 YUC/a M CTPYKTYPbl XPOMOCOM
yesioBeka. ViccrnenoBaHne no3BoNIAET BbIBUTL BPOXAEHHBIE U/ C6a/1aHCUPOBAaHHbIE XPOMOCOMHbIE
r1epecTporiku, KOTOPbIe MOrYT HE BIUATb Ha 340PO0BbE CaAMOro Ye/10BeKa, HO MoBbILLAaTb PUCK
6ecnioans, HeBbIHALLMBAHWS 6epeMeHHOCTH, Heyaayd KO, poxaeHns pe6EHKa ¢ XpOMOCOMHOM

raTos10rnevi UM MHOXECTBEHHBIMU BpO)KﬂéHHbIMM rnopoKkamu pa3BUTHA.

KapvoTunupoBaHue



UCCJIEOOBAHUE KPYTIHbIX NMEPECTPOEK B T'EHAX

MeTop uccneposaHusi: XMA 3K30HHOIO YPOBHSA

PE3YJIbTAT: arr[GRCh38] 7g31.2(117470000_117680000)x1
BbisiBneHa reTepo3uroTHas geneuus yyactka 7-m XpoMocombl ¢ no3uummn 117470000
0o nosuuumn 117680000. Pazmep: 210000 n.H. Y1cno 6enoK-KogMPYHOLWNX FrEHOB B
o6nacTtun gucbanaHca: 1. [leneuunsa nonHocTbio BKtoYaeT reH CFTR.

CornacHo pekomeHgauusam American College of Medical Genetics and Genomics 2024 roga, Ans

152 reHos, accoummnpoBaHHbIX C HacneaCTBEHHbIMU 3abosieBaHUSAMMN, PekoMeHgoBaHa

OOononHUTEeNbHaaA NpoBepKa KOMMEeKCHbIX BapPUaHTOB, BK/1KOYaA KPynHble aeneunn n ayrninkaumm

9K30HOB, reHHble KOHBEPCUUN U CITOXHbIE HepeCTpOVIKM, C UCroJsib3soBaHneM cneumann3npoBaHHbIX

MeTonoB aHanusa. Og4HUM U3 TaKUX MEeTOL0B siBNsgeTcA XpOMOCOMHbIVI MMKpOManMquIVI aHann3

9K30HHOI0o YpPOBH4, No3BONANOLMNI NOBLICUTE BbISIBNIAEMOCTb CKpPbITOro HoCcuUTeNibCTBa KIIMHNYECKN

3HaYMMbIX BapMaHTOB, KOTOpble MOTYT He onpeaensTbca cTaHaapTHbIM NGS-cekBeHMpPOBaHUEM.

Bcero uccnepgosaHHo reHos: 153

ABCA3 ABCC8 ABCD1 ACADM ACADVL ACAT1 ACTA2 AGA
AGXT AHI1 AIRE ALDOB ALPL ANO10 APC ARSA ARX
ASL ASPA ATM ATP7B BAG3 BARD1 BBS1 BBS2

BCKDHB BMPR1A BLM BRCA1 BRCA2 BTD CC2D2A

CCDC88C CDKN2A CEP290 CFTR CHEK2 CHRNE CLRN1

CLCN1 CNGB3 COL7A1 CPT2 CYPTIA1 CYP21A2 CYP27A1
CYP2D6 DES DHCR7 DICER1 DMD DSC2 DSG2 DSP
DYNC2H1 EPCAM EVC2 F8 FO FAH FANCC FBN1 FH
FKRP FKTN FLCN FLNC FMO3 G6PC1 GAA GALT

GBA1 GBE1 GJB2 GLA GNPTAB HBA1 HBA2 HBB

HEXA HPS1 HPS3 IDUA JUP KCNH2 KCNQ1 L1CAM

LMNA MCOLN1 MCPH1 MEN1 MID1 MLH1 MLC1 MMACHC
MMUT MSH2 MSH6 MUTYH MVK MYBPC3 MYLK NEB
NBN NF1 NF2 NPHS1 NROB1 OCA2 OoTC PAH PALB2
PCDH15 PKHD1 PKP2 PLP1 PLN PMM2 POLG PMS2

PRKG1 PTCH1 PTEN RAD51C RADS1D RB1 RBM20 RET
RPGR RS1 SCN5A SDHB SDHC SDHD SLC19A3 SLC26A4

MccnenoBaHme KpynHbIX NMepecTpoek B reHax



SLC37A4 SLC6A8 SMAD3 SMAD4 STKMNM SUFU TGFB2

TGFBR1 TGFBR2 TNXB TP53 TYR USH2A VHL WT1
XPC STS
MykoBucumnaos (HoCUTenbLCTBO) PUCK
[eH
CFTR

BbisiBNIeHHbIN BapuaHT

BblsiBNeHa retepo3nroTHas geneuust y4acTtka 7-n XpoMocoMsbl ¢ nosuummn 117470000 go
nosuuum 117680000. Pasmep: 210000 n.H. Yncno 6enok-KoanpyoLmnx reHoB B 061acTu
ancbanaHca: 1. deneuns nonHocTbO BKAtoYaeT reH CFTR.

Kak nposiBrisiercsi 3a6osieBaHne?
MyKOBUCUNA03 — HacNeACTBEHHOE 3a60neBaHMe, 0GYCIIOBIEHHOE NaTOreHHbIMU N3MEHEHNSAMM B
o06enx konusax reHa CFTR.

['eH CFTR oTBeyvaeT 3a o6pa3oBaHue 6enka, peryampytowero TpaHcnopT X/opa 1 Boabl Yepes
KrieToYHble MeMGpaHbl. Mpy HapyLeHnn paboTbl 06eMX KOMUM reHa CeKpeTbl Pa3IMyHbIX OpraHoB
CTaHOBATCS F'YCTbIMW U BA3KMMM, YTO MPENMYLLECTBEHHO MPUBOAUT K MOPAXKEHUIO AblXaTe/TbHON U
NULLLEBaPUTENbHON CUCTEM.

EcTtb /it neyeHmne?
,D,J'IFl MyKOBUCLIMOO3a CYLLEeCTBYHOT COBpPpeMEeHHblIE METOAbl TePannn, BKKOYadA:

* MYKOJIUTUYECKYO N MPOTUBOMHOEKLMNOHHYIO Tepanuio;

o GepMeHTO3aMeCTUTENBbHYIO Tepanuio;

° pecnupaTopHyto NOSAEPXKKY;

e TapreTHble NpenapaTbl A4ng HekoTopblx BapnaHToB CFTR.

[MpOrHo3 CcyLwecTBEHHO ynyyLluuacs 6narogaps paHHen AMarHoCcTMKe N COBPEMEHHOMY JIeYEHMUHO,
O[HaKO 3ab6051eBaHME OCTAETCA XPOHNYECKNM U TpebyeT NOXM3HEHHOrO HabGMoaAeHUS.

MccnenoBaHme KpynHbIX NMepecTpoek B reHax



Y10 3TO 3HAYMT /11 MEHA?
Y Bac BbisiBfieHa reTepo3nrotHas aeneuus reHa CFTR. 3To 03HayaeT, YTo ofiHa KONus reHa
HapyLLeHa, a Apyras coxpaHHa.

Bbl ABNsieTeCb HOCUTENEM MYKOBUCLMA03a, HO A@HHbIM pe3ynbTaT caM Mo cebe He 03HayaeT, YTo y
Bac eCTb 3TO 3aboneBaHue.

HocuTenbCTBO MMEET 3HaYeHMe NPeXae BCero npu niaHMpoBaHNM PoXXAeHNA aeTeln.

Ecsm 51 nnanmpyio poxxgeHne pe6éHKa, YTo Ba)KHO y4yecTb?

HacnepoBaHvne ayToCOMHO-peLeccuBHoe. ECnum napTHEP TakXKe ABNSETCS HOCUTeNeM NaToreHHoro
BapwuaHTa B reHe CFTR, puckK poxaeHus pebéHka ¢ MyKOBUCLIMO030M COCTaBnsieT 25% Npu Kaxgon
6epeMEHHOCT!.

PekomeHayeTcs reHeTUYecKoe o6cnefoBaHme napTHEpa. Mpu NOATBEPXKAEHHOM HOCUTENLCTBE Y
060MX NapTHEPOB 06CYXAAKOTCHA PENPOSYKTUBHbBIE CTPATErnn, BKAOYAs NPEUMMNIaHTaLNOHHYO
reHeTuJeckyro guarHocTtuky (MIFT-M) n npeHaTanbHytO AUarHOCTUKY.

PeweHne npnHnumaetcs MHONBMAYanbHO MOCJIE€ KOHCYNbTaunn Bpadva-reHeTunka.

MccnenoBaHme KpynHbIX NMepecTpoek B reHax



UCCJIEOOBAHUME TOYEYHYHbIX BAPUAHTOB B 'rEHAX

MeTtop uccneposaHus: NGS-cekBeHupoBaHue

CornacHo pekomeHgauusaam American College of Medical Genetics and Genomics 2021 roga u
nabopaTtopHbIM cTaHgapTam 2024 roga, OCHOBHLIM METOAOM CKPUHMHIA Ha HOCUTENbCTBO
HacneacTBeHHbIX 3a6oneBaHum aensaetca NGS-cekBeHNpoBaHNe (CEKBEHMPOBaHME HOBOIO MOKOJIEHMS).
[aHHbIN NOAX0oA MO3BONSET aHanM3npoBaTh GOJbLUYHO YacTb KIIMHNUYECKM 3HAaYMMbIX TEHETUYECKUX
N3MEHEHUI, CBA3aHHbIX C MOHOIEHHbIMW 3a60/1IEBaHMSAMMU, NPEXAE BCEro OQHOHYKIEOTUOHbIE BapUaHThI U
HeboMNblUMe BCTaBKU UKW OeNeLmm B reHax, KOTopble COCTaBASAKOT OCHOBHYHO A0J1HO MAaTOreHHbIX BapMaHToB
npw HacneacTBEHHbIX BGONE3HSAX.

0O630p No KaTeropusam

HocutenbcTBO ayTOCOMHO-

. MU3MEHEHUE X-cuenyieHHble 3a6oneBaHust HOPMA
peueccuBHbIX 3a60neBaHUN

HacnepcTBeHHble apuTMun,

HacnepctBeHHble OHKONOrnyeckue
HOPMA KapguomMmuonaTtuun n gpyrue HacneactseHHole HOPMA

CUHAPOMBbI
6onesHun cepgua

OnacHble peakLuMn Ha HapKo3 HOPMA MeTab6onuyeckne u CUCTEMHbIE 6ONE3HU HOPMA
OHAOKPUHHbIE HapYLLEHUS! U CaxapHbIn HapyLwweHusi coegMHUTENIbHOM TKaHU, KOCTEeN

HOPMA HOPMA
Anaoet M CyCcTaBoOB
MaTtonorua uMMyHuUTETa, KOMMJIEMEHTa U HeBponornyeckue n HepBHO-MbILUEYHbIE

. HOPMA HOPMA

PUCK TsXXeNbIX MHGEKLUUN 3aboneBaHusa
3aboneBaHusi OpraHoOB YyBCTB U BHYTPEHHUX

HOPMA

opraHos

© HocuTenbcTBO ayTOCOMHO-PELLECCUBHbBIX 3a60/1eBaHUM

Bcero uccnepoBaHHoO reHoB: 342

PAH c8sB ABCA4 ASPA CFTR DHCR7 DNAH5 SLC12A3
CBS ACADM ATP7B GAA GJB2 HADHA HEXA MMACHC
OTOF SLC22A5 SLC26A4 SMN1 n ap.

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax 7



Oedununt komnoHeHTa C8 cucteMbl KoMmsiemeHTa, Tun |l PUCK

BbisBneHoO 300p0BOE HOCUTENBLCTBO AeduumnTa KOMMNOoHeHTa C8 cuctembl KoMrisiemeHTa Tvna ll.

leH BbisiBNeHHbIV BapnaHT
C8sB [eTepo3nroTHbIN BapnaHT reHa
[[eHOMHaga KoopgmHaTa cDNA
chrl:569409656>A c.1282C>T
AMMUHOKMCNOTHasA 3aMeHa MokpbITHe
p.Arg428x* 141x

Kak nposiBrisiercsi 3a6osieBaHne?
eH C8B kogupyeT ogHy U3 cybbeanHuL, KoMmnoHeHTa C8 cucTemMbl KOMMIEMEHTa, KOTopas urpaet
BaXHYH pOJSib B UMMYHHOW 3aLLMTe OpraHM3Ma, OCO6EHHO B YHUUTOXEHUN GaKTepuin. HapyleHune

OYHKLUMKN 3TOro 6enka npuBoguT K 4eduumty KoMnoHeHTa komnnemeHTa C8.

3aboneBaHne pa3BUBaeTCA NPU HaNMM4YMM OBYX NaTOreHHbIX BAPUAHTOB B FreHe U CBSA3aHO C
NOBbILLEHHOW BOCNPUMMYMBOCTbBIO K 6aKTepuanbHbIM MHPEKLNAM, Npexae BCEero K MHGeKumsm,
BbI3aBaHHbIM Neisseria meningitidis (MeHMHrokokkoBow MHdeKLMen). Y naumeHToB MOryT
HabNOAaTbCA MOBTOPHbIE 3MM304bl TAXENBIX NMHOEKLUMIA, BKIKOYAA MEHUHTUT U Cencuc.

Ectb in neyeHne?

Cneumndunyeckoro neyvyeHusl, yCTpaHsAHoLLEro reHeTUYeCKyr NpuUYMHy 3ab0oneBaHusl, He CyLLecTBYeT.
OCHOBHOE 3HauyeHne NMeT NPpoPuNaKkTnKa MHPeKLMI, BakLuMHaUnUs (B TOM Y1Ce NPOTUB
MEHNHIOKOKKOBOW MHPEKLIMM), PaHHAS AMarHOCTMKa U CBOEBPEMEHHOE NedyeHne 6aKkTepuanbHbiX
3a6o0neBaHui. [porHo3 nNpu ageksaTHON NpodunakTuke N MegUUMHCKOM HabIto4eHUN MOXET BbiTb
61aronpuUATHbIM.

Uro 310 3HAYUT [)151 MEeHSA?
Y Bac BbIIBNIEH OAMH NaTOreHHbl BapuaHT B reHe C8B, Bbl ABNAETECH 3[0POBbIM HOCUTENIEM.

HocuTenbCTBO He COMPOBOXAAeTCs KITMHUYECKUMMN CUMMNTOMaMM U He BIIMSET Ha COCTOsAHME
300poBbs. 3a6oieBaHne pa3BMBaAETCS TOMbKO NMPU HaMuMK OBYX NMaTOreHHbIX BapnaHTOB — Mo
OOHOMY OT KaXK[oro poautens.

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax



Ecan 5 nnaHupyro poxxgeHne pe6EHKa, YTo BaXKHO y4ecTb?
HacnefoBaHue ayToCOMHO-PELLECCUBHOE.

Ecnu napTHEpP Takxke ABNSAETCA HOCUTeNeM NaToreHHOoro BapuaHTa B reHe C8B, puck poxxaeHus
pe6EHKa ¢ 3aboneBaHNeM COCTaBNseT 25% npu Kaxxaom 6epeMeHHOCTH.

PekomeHayeTcsa reHeTMUYeckoe o6cnefoBaHme napTHEpa. MNpu NoaTBep>KAEHHOM HOCUTENBLCTBE Y
060UX MapTHEPOB 06CYXKAalOTCH PENPOAYKTUBHbIE CTPaTErMU: NPEenMIaHTaLMOHHasA reHeTuyeckas
avarHocTuka (MrT-M) unm npeHaTanbHasa AMarHocTuka. PelleHne npuHUMaeTca MHAUBUOYaANbHO
rocrie KOHCynbTaluy Bpaya-reHeTuKa.

deHunkeToHypus PUCK

BbisiBneHo 340poBOe HOCUTENIbCTBO d)eHMﬂKeTOHprM.

[eH BbISiBNEHHbIN BapmnaHT
PAH [eTepO3nUroTHLIN BapuaHT reHa
[eHOMHasg koopguHaTa cDNA
chr12:102852819C>T c.8386>A
AMUHOKMCOTHas 3aMeHa [MokpbITne
p.Glu280Lys 156%

Kak nposiBnsiercst 3a6oneBaHue?

'eH PAH koaunpyeT depMeHT deHunanaHnHrngpoKcunasy, KoTopbli y4acTByeT B NpeBpaLLeHum
aMWHOKUCNOTbI GeHunanaHnHa B TMPO3nH. STOT NpoLecc HeOOX0AMM A1 HOPManbHOro 06MeHa
aMWHOKMWCNOT M NPefoTBpaLleHnss HakonneHns GeHmnanaHmHa B OpraHnu3me.

Mpw Hanuuuu gBYyX NaTtoreHHbIX BapnaHToB B reHe PAH pa3BuBaeTcsa QeHUNKETOHYPUS - ayTOCOMHO-
peLeccuBHoOe 3aboneBaHne ob6MeHa BellecTB. OCHOBHbIE NPOSIBNEHUS CBSA3aHbl C TOKCUYECKUM
OEeVCTBMEM MOBLILLEHHOIO YPOBHSA GeHunanaHmHa Ha LLeHTpanbHy0 HEPBHYHO cucTemy. bes neyeHus
3aboneBaHMe NPUBOAMUT K Bblpa>eHHOM 3afepiKKe MCUXNYEeCKoro passuTus, cygoporam,
NnoBeAEeHYECKNM HaPYLUEHUAM, CHUXXEHUIO KOTHUTUBHbBIX QYHKLUNA 1 APYTMM HEBPOIOrMYECKUM
npo6riemam.

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax



EcTtb 511 neyeHune?

,El,a. OcHOBOW nevyeHus aBnsaeTcs crneunanbHaa gueTta C orpaHn4YeHnem ¢eHVIﬂaJ'IaHVIHa, KOTOpad
JOmKHa CoB/0AaTbCA C paHHEro Bo3pacTta M YacTo MOXWU3HEHHO. MNpu CBOeBPEeMEHHOWN AMarHoCTUKe
N CTPOroM COGMOAEHUN AMETbI NaLUMEHTbl MOTYT UMETb HOPMaJlbHOE Pa3BUTHE Y KaYeCTBO XU3HM.

Uro aT0 3HAYNT /151 MEHsI?
Y Bac BbisAB/IEH OOVH nMaTOreHHbln BapWaHT B reHe PAH, Bbl AB1A€TECHb 3400POBbIM HOCUTENIEM.

HocuTenbCTBO HE CONPOBOXAAETCA KMMHUYECKUMU MPOSIBIEHNAMM 3aboneBaHns. 3aboneBaHne
pa3BMBaeTCs TOMbKO MPU HANMYUKM ABYX NATOFEHHbIX BapMaHTOB — MO O4HOMY OT KaXX[oro
poouTtens.

Ecamn 5 nnaHupyo poxxgeHne pe6éEHKa, YTo BaXKHO y4ecTb?
DeHUNKeTOHYpUsi HacegyeTcsl Mo ayTOCOMHO-PeLeCCUBHOMY TUMy.

Ecnu napTHEp sABNseTcsa HoCUTENeM NaToreHHoro BapmnaHTta B reHe PAH, puck poxaeHus pebéHka ¢
3a60/51eBaHMEM COCTaBNsAET 25% Mpu KaXkaon 6€peMeHHOCTH.

PekomeHayeTcs reHeTUYeCcKoe o6cnefoBaHme napTHEpa. MNMpu NOATBEPXKAEHHOM HOCUTENBCTBE Y
060UX CYMNpPYroB 06CyXOat0TCA PenpoayKTUBHbBIE OMNUUKU: NPEUMIIaHTaLMOHHOE reHeTu4YecKoe
TecTuposanue (MIrT-M) nnu npeHaTanbHas gMarHocTuka. PelleHne NpuHMMaeTcs MHAMBUAYaNbHO
nocne KOHCcynbTalumm Bpada-reHeTuka.

Opyrue 3a6onesaHusi

OcTarnbHble UccnegyeMble peLeccuBHble 3a6oneBaHus: o pesynbTaTaM NpoBeaEHHOro
KOMMJIEKCHOI0 reHeTUYeCcKoro o6criefoBaHNsa APYrux naToreHHbIX U BEPOSTHO NaTOreHHbIX
BapPWaHTOB B reHax, aCCOLMMPOBAHHbIX C ayTOCOMHO-PeLEeCCUBHbIMU 3a60M1EBaAHUSMMU, BbISIBIEHO
He 6bl10 (knaccudmkauma BapmaHToB cornacHo ACMG). CnepyeT yunTbiBaTb OrpaHnUYeHus
npuMeHsieMom TexHonornm NGS-cekBeHMpPOBaHUS, KOTOpasi MOXET UMETb CHUXEHHYHO
YyBCTBUTENIbHOCTb B OTHOLUEHUN HEBOMbLUMX AeNeuui U AynMKaumMin OTAeNbHbIX 9K30HOB, a TakXe
60osiee KpynHbIX CTPYKTYPHbIX NepecTpoek. MNpu Hanmuymm KNMHUYEeCKUX NposiBNeHUn unm
COOTBETCTBYIOLLEr0 CEMENHOIO aHaMHe3a MOXET 6biTb PEKOMEH0BaHO YyTOUHsAOLLEe
nccnepoBaHue C UCMNoNb30BaHNEM AOMONHUTENbHBIX METOA0B. MNpu NNaHNPOBaHUN GEPEMEHHOCTH
PEKOMeHA0BaHa KOHCYNbTaLMs Bpada-reHeTrKa 4718 06CYXAeHUS He06X0AUMbIX AOMNOMHUTENbHbIX
TECTOB K 9K30MHOMY CEKBEHUPOBaHMIO.

© X-cuenneHHble 3a60siIeBaHUS
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Bcero nccnegoBaHHO reHoB: 72

ABCD1 ATP7A COL4A5 CYBB EFNB1 FO BTK GJB1 GLA
GPC3 IL2RG L1CAM MECP2 MED12 MID1 OCRL OTC
PHEX RS1 SLC6A8 n op.

Mo pesynbTaTamM NPoBESEHHOIO KOMMMIEKCHOrO reHeTUYECKOro 06CNefoBaHNS OPYrnX NaTOreHHbIX
N BEPOSITHO NATOrEHHbIX BapUaHTOB B reHax, aCCoOLMNPOBaHHbIX C X-CLenAeHHbIMU
HacnepcTBEHHbIMM 3a60/1eBaHUSIMU, BbIABNEHO He 6bl10 (Knaccudukaums BapnaHToB COrnacHo
ACMG). CnepyeT yuntbiBaTb OrpaHUYeHns npumMmeHsemMon TexHonornm NGS-cekBeHUpOBaHUS,
KOTopasi MOXeT UMETb CHUXEHHYHO YYBCTBUTENIbHOCTb B OTHOLLIEHMN HEGObLUMX AeNneunmn 1
AyNAvMKaunn oTaeNbHbIX 3K30HOB, a TakxXe 6onee KPpYnHbIX CTPYKTYPHbIX NepecTpoek. MNpu
HaNMYNN KIMHUYECKUX NPOSIBNEHNA NN COOTBETCTBYHOLLEr0 CEMENHOro aHamMHes3a MOXEeT 6bITb
peKoMeHO0BaHO YTOYHAKOLLEE UCcnefoBaHue ¢ CNofb30BaHMEM AOMNONHUTENbHbLIX MeTOAO0B. pu
NnnaHMpoBaHUN 6epeMeHHOCTN PEKOMEHAOBAHA KOHCYNbTauusa Bpada-reHeTuka gns 06CyXaeHus
HeOB6XO0AMMBbIX OOMNOMHUTENbHbLIX TECTOB K 9K30MHOMY CEKBEHUPOBAHMIO.

@ HacnepcteeHHble OHKOJTIOrM4YeckKue CUHAPOMDI

Bcero uccneposaHHo reHos: 114

APC BRCA1 BRCA2 CDH1 CDKN2A CHEK2 FH FLCN
MEN1 MLH1 MSH2 MSH6 PALB2 PTEN RET SDHB STKM
TP53 VHL ATM n ap.

B pamkax aHanusa reHoB, acCOLUMNPOBAaHHbIX C HAacNegCTBEHHbIMW OHKONOMrMYeCKUMU
CUHOPOMaMU, NaTOreHHble K BEPOSATHO MaTOreHHble BapuaHTbl BbISIB/IEHbI HE 6bIiNn (CornacHo
Kputepuam ACMG). Ha ocHoBaHMM NONyYEHHbIX AaHHbIX NPU3HAaKOB MOHOMEHHOM OHKOMOrM4yecKom
npegpacrnonoXeHHOCTU He 0B6Hapy>XeHo. CneayeT yunTbiBaTh orpaHnvyeHna NGS-
CEKBEHMPOBaHUSA B OTHOLLIEHUWN BbIIBIEHUA HEKOTOPbIX TUMOB reHOMHbIX NepPecTPOeK, BKIKOYas
9K30HHbIE Aeneunmn, aynavkauumn n 6onee KpynHble CTPYKTYPHble BapuaHTbl. [pu Hanuuum
OTArOWEHHOro CEMENHOro OHKOIOrMYECKOro aHaMHe3a, PaHHUX Cly4YaeB 3/T0Ka4YeCTBEHHbIX
HOBOOGPa30BaHUN UM MHOXECTBEHHbIX OMyXOsien B CEMbe PEKOMEHAYETCH KOHCY bTaLMs Bpaya-
reHeTuka ans oueHKM HeoOXoAMMOCTU YTOUHANOLWEro 06cnefoBaHna U NepcoHanM3npoBaHHOro
CKPUHWHTA.

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax



©

HacnepgctBeHHble dPUTMUU, KapaumomumonaTtum u gpyrume
HacnegcTBeHHble 60J1e3HU cepaua

Bcero nccnepgoBaHHO reHoB: 161

ACTA2 DSC2 DSG2 DSP FLNC KCNH2 KCNQ1 LMNA
MYBPC3 MYHT MYH7 PKP2 PLN RBM20 RYR2 SCN5A
TNNI3 TNNT2 TTN BAG3 n op.

Mo pe3ynbTaTam aHanusa reHoB, aCCOLMUPOBAHHbIX C HACNEACTBEHHBIMU HAaPYLLEHUSMU
CepAeYHOro puTMa, NaToreHHble M BEPOSITHO NaTOreHHble BapuaHThbl He BbisiBneHbl (ACMG).
MonyyeHHble AaHHble HE YKA3bIBAlOT Ha HalMune NoaTBEPXKAEHHOW MOHOrEHHON GopMbI
HacneacTBeHHOM apuTMun. CnegyeT yunTbiBaTb, YTo NGS-cekBeHUpPOBaHNE MOXET He BbISIBNISATb
OTAeNbHble CTPYKTYPHbIE BapuaHTbl, BK/OYasi HEGONbLUNE Aeneunn u gynnnkauuu. Mpu Hanuuum
KIIMHUYECKUX CUMMTOMOB (0OB6MOPOKU, 3M130/bl BHE3aMHOWM NOTepU CO3HaHWUS, CEMENHbIE Cy4Yan
BHE3anHon cepAeyHor CMepTH) peKoOMeHayeTCa KOHCYNbTauus Kapanuosora u Bpava-reHeTuka.

© OnacHble peakKLMu Ha HApPKO3

Bcero nccnegoBaHHO reHoB: 3

BCHE CACNA1S RYR1

Mo pesynbTaTtamM aHanusa reHoB, aCCOLMMPOBAHHbIX C FTEHETUYECKU 06YCNOBNEHHBIMU ONMacHbIMU

peakuusaMn Ha aHecTe3unto, BKIIFOYasa 3/10Ka4YeCTBEHHYHO TMNepTepMUIO U HapyLLIeHUa MeTabonnsma

MMWOPENAKCaHTOB, NaTOreHHble ¥ BEPOATHO NaTOreHHble BapuaHTbl BbiiBNIEHbI He 6binn (ACMG).
Cnepnyet yunTbiBaTb, YTo NGS-CEKBEHUPOBAHUE HE UCKITOYAET Hamumne peaknx CTPYKTYPHbIX
NnepecTpOoeK UM BapMaHTOB B HEKOAMPYHOLLMX permoHax. MNpu nnaHMpoBaHUM onepaTUBHbIX
BMeELLATeNIbCTB M HaNIMYMM HaCTOPaXXMBatOLLEro CeMeNHOro aHaMHe3a pekoMeHayeTcs
MHGOPMUPOBATb aHECTE3NONOra U NPU HEOBXOAUMOCTU 0GCYAUTL [OMNONHUTENbHbIE Mepbl
NPeAoCTOPOXHOCTH.

© MeTabonuuyeckue u cucteMHble 6051e3HU

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax

12



Bcero nccnepgosaHHo reHoB: 781

ABCA1 ABCG5 ABCGS8 ANGPTL3 APOA1 APOB APOE FS
FGA LDLR LPL PCSK9 PROC PROS1 SERPINC1 F1 VWF
F7 SERPINA1 CETP n op.

Mo pesynbTaTaM aHanM3a reHoB, aCCOLMNPOBAHHbBIX C MeTaboIMYECKUMU U CUCTEMHbBIMMU
3a60neBaHUAMMN, NaTOreHHble U BEPOATHO NaToreHHble BapmnaHThbl He BbisBeHbl (ACMG).
lMony4yeHHble AaHHble He CBUAETENIbCTBYIOT O HaNMuyMmM NOATBEPXKAEHHOIO MOHOMEHHOIo
MeTabonmyeckoro 3aboneBaHusi. CrnegyeT yunuTblBaTb OrpaHMyeHms TexHonormm NGS-
CEKBEHMPOBAHNS B OTHOLLEHUM OTAENbHbBIX TUNOB CTPYKTYPHbIX BapuaHToB. Npn Hannumm
KITMHUYECKUX NPOSIBAEHNA, BUOXUMUYECKUX OTKIOHEHUM UM COOTBETCTBYHOLLENO CEMENHOIO
aHaMHe3a peKoMeHAyeTCsa KOHCYNbTaunsa Bpada-reHeTnka A BO3MOXHOIro pacLUMPEHHOro
ob6cnenoBaHus.

© OHAOKPUHHbIE HAPYLUEHUS U caxapHbIi guaéeT

Bcero uccnepoBaHHo reHoB: 197

ABCC8 AQP2 AVP CASR DUOX2 GCK HNF1A HNF4A
IGF1IR INS KCNJ1 NR5A1 PTH THRB TSHR WEFS1 HNF1B
PAX6 PPARG PTH1R n ap.

B pamkax aHanu3a reHoB, aCCOUUMPOBAHHbLIX C MOHOIeHHbIMU GOpPMaMU IHOOKPUHHbBIX
HapyLleHW 1 caxapHoro anabeta, NaToreHHble N BEPOSATHO NaToreHHble BapuaHThbl BbISIBNEHbI He
obin (ACMG). N'eHeTnYeckux npusHakoB MODY, BpOXAEHHbIX SHOOKPUHOMATUI UMK APYTUX
MOHOIMeHHbIX 93HAOKPUHHbBIX 3a60neBaHM He 06HapyXeHo. CnegdyeT yunTbiBaTtb, 4To NGS-
CEKBEHMPOBaHME MOXET UMETb OrPaHNYeHUs B BbIABIEHUM HEKOTOPbIX TUMOB CTPYKTYPHbIX
N3MeHeHUn. MNpun HaNMUYUKN KNMHUYECKUX NPU3HAKOB SHAOKPUHHbBIX HAPYLUEHUI NN CEMENHOM
UCTOPUN PEKOMEHAYETCSH KOHCYMbTauMa 9HAOKPUHOSOra 1 Bpaya-reHeTunka.

© HapylueHus coeguHUTENIbHOM TKaHU, KOCTEM U CYCTaBOB
Bcero uccnepoBaHHO reHoB: 279

ACAN ALPL COL1A1 COL1A2 COL2A1 COL3A1 COL5A1 COL5A2

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax



COMP FBN1 FGFR3 LRP5 COL4A4 COLGA1 COLGA3 FLG

SMAD3 TGFBR1 TGFBR2 COL4A3 n ap.

Mo pesynbTaTaM aHanmsa reHoB, aCCOLUMMPOBAHHbIX C HAaCeACTBEHHbIMW 3a601eBaHNAMM
COeanHUTENbHON TKaHWN, KOCTEN N CYCTaBOB, MaTOreHHble U BEPOATHO NaTOreHHble BapuaHThl
BbisiBNieHbl He 6biin (ACMG). MNony4JeHHble AaHHble He NMOATBEpPXXAatoT HalM4Yne MOHOMeHHOro
CMHApOMa faHHowm rpynnbl. CnegyeT yuntbiBaTb orpaHndyeHms metoga NGS-cekBeHMpoBaHus. MNpu
HaNMYNN KITMHUYECKUX MPU3HAKOB (FrMNepMOBUNbHOCTb, YacTble NepeioMbl, COCYANCTbIE
OCNOXHEHUST) UNN OTArOLLEHHONO CEMENHOro aHaMHe3a PEKOMEHAYETCS KOHCYMbTaums Bpaya-
reHeTuKa A5 YTOUYHSAOLWEN AMarHOCTUKN.

MaTonorus UMMyHUTETa, KOMIJIEMEHTa U PUCK TSXKESbIX
UH}EeKLUH

Bcero uccnepoBaHHO reHoB: 274

AIRE CARDT1 CASP10 CFH CFI CTLA4 FAS IFIH1 IFNGR1
IKZF1 NFKB1 NFKB2 PIK3CD PIK3R1 PLCG2 STAT1 STAT3
TNFAIP3 TNFRSF13B TLR3 n ap.

B xoae aHanunsa reHoB, acCoLMUPOBaHHbLIX C MEPBUYHBIMU UMMYHOLeOMLUTAMKN, HAPYLUEHUSIMUA
CUCTEMbI KOMMIEMEHTA U LMAnonaTtusiMm, naTtoreHHble 1 BepPOSITHO NaTOreHHbIE BapuaHThbl
BbisiBieHbl He Gblin (ACMG). FeHeTUYEeCKMX NPU3HAKOB MOHOMEHHOro MMMYHOAEPULNTHOIO
COCTOSIHMS HEe OBHapyXxeHo. CneayeT yunTbiBaTb, YTO NGS-cekBeHUpoBaHME MOXET He BbISIBNSATb
oTAeNbHble CTPYKTYPHbIE BapuaHTbl. MNMpy HaNM4YnMmn KNMHNYECKNX NPU3HAaKOB UMMyHoOLEePULNTA,
YyacTbIX TAXeNbIX NHOEKLUMN UM COOTBETCTBYIOLLEro CEMENHOIro aHaMHe3a peKkoMeHgoBaHa
KOHCYNbTauus Bpaya-reHeTnka u UMMYHOsora.

@ HeBpOJ'IOFM‘-IeCKMe U HepBHO-MbILLUEe4YHble 3aboneBaHuA

Bcero uccnepgosaHHO reHoB: 769

FUS KCNAT1 KCNQ2 MFN2 NEFL PRRT2 SCN1A SCN2A

SCN8A SETX SOD1 SPAST STXBP1 TARDBP ATP1A3 CACNA1A

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax
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CHD2 DEPDC5 DYNC1H1 POLG n op.

B xoge aHanusa reHoB, aCcCOLUMNPOBaHHbBIX C HEBPOSTIOTMYECKUMWU U HEPBHO-MbILLEYHbIMU
3a60neBaHUAMM, NAaTOreHHble U BEPOATHO NMaToreHHble BapunaHThl BbisiBieHbl He Gbiin (ACMG).
[eHeTUYeCKMX NPU3HAKOB HEBPOJIOTMYECKMX N HEPBHO-MbILLEYHbIX 3a601eBaHNN He OOHAPYXEHO.
Cnegyet yuntbiBaTb, YTO NGS-CeKBEHMPOBAHNE MOXET He BbISIBIATb OTAEbHbIE CTPYKTYPHbIE
BapuaHTbl. [1pn HaNNMUYUM KIMHUYECKUX MPU3HAKOB HEBPOIOrMYECKUX U HEPBHO-MbILLEYHbIX
3a60/1eBaHUI N COOTBETCTBYHOLLLErO CEMENHOro aHaMHe3a peKoOMeHoBaHa KOHCYbTalms

Bpa4a-reHeTmnkKa n HeBpoora.

© 3a6oneBaHusi OpraHoOB YyBCTB U BHYTPEHHUX OpPraHoB

Bcero uccneposaHHo reHoB: 584

KCNQ4 MYO7A OPA1 PAX2 PKD2 PRPH2 REN RHO RP1
SIX1 TECTA TMC1 UMOD SLC4A1 BEST1 CDH23 COCH
CRX EYA1 TTR v op.

B xoZe aHanu3a reHoB, aCCOLMUPOBAHHbIX C 3a60M1EBAHUSIMU OPTraHOB YYBCTB M BHYTPEHHMUX
OpraHoB, NaToreHHble U BePOSATHO NaToreHHble BapuaHThl BbisiBeHbl He 6biv (ACMG).
FeHeTMYeCcKNX NpM3HaKoB 3a60NeBaHNN OPraHoB YyBCTB M BHYTPEHHMUX OPraHoB He 0GHapY>XeHo.
Cnepgyet yunTbiBaTh, YTo NGS-CeKBEHNPOBaHNE MOXET He BbISIBNSATb OTAESIbHble CTPYKTYPHble
BapuaHTbl. MpKU HaNMuYUK KNMHUYECKUX NPU3HAKOB 3a60MeBaHMn OpraHoB YyBCTB U BHYTPEHHUX
OpraHoB MM COOTBETCTBYHOLLErO CEMENHOIO aHaMHe3a PEKOMEHI0BaHa KOHCYbTauusa Bpava-

reHeTuka.

MccnenosaHme ToYeYHbIX BapMaHTOB B reHax



CrMNEUNAJIbHbIE METO bl A1 BbIABJIEHUA CJTOXHDbIX
U3MEHEHWUIN B TEHAX

MeTop uccneposaHus: XMA ak3oHHoro yposHs, NLP ¢ nocneayowmm ¢pparmMmeHTHbIM aHaNInM3om

CuHppoM NTOMKOU X-XpPOMOCOMbI PUCK

BbisiBneHa npemyTauus reHa FMR1.

leH BbisiBNeHHbIV BapnaHT

EMR1  BbisiBneHHoe uncno CGG-noetopos: 30/68

Yro aro 3a uccnegoBaHue?
ViccnepoBaHue HanpasBneHo Ha NOUCK yBenuyeHHoro yncna CGG-nostopos B reHe FMR1. Takue

n3MeHeHus cesizaHbl ¢ FMR1-accoummpoBaHHbIMN COCTOSSHUSAMU, BKKOYaAs CUHAPOM JTOMKON X-
XpomMocoMbl (cnHapom MapTunHa-benn) n npexaeBpeMeHHoe NCTOoLEeHMEe ANYHUKOB. CUHOPOM
JIOMKOM X-XPOMOCOMbI IBNAETCS OAHOMN M3 Hanbosiee 4acTbiX HAacNeaCTBEHHbIX MPUYNH
WMHTENNEeKTyanbHbIX HapPYLEHNN N 3a0ePXKKM PasBUTUS.

EcTtb s1n neyeHune?

CneundnyecKoro 1eyeHmnsi, yCTpaHsoLWero reHeTUYeCcKyo NpPUUYNHY CUHAPOMA JIOMKON X-
XPOMOCOMbI, He cyulecTBYeT. [py HannymMm 3aboneBaHns MeguUMHCKasa NOMOLLb BK/THOYAET:
HEeBpPOIOrnMyeckoe 1 ncnxmaTpmyeckoe HabnrgeHe; KOppekUMOHHO-pa3BMBatoLwme NporpaMmmbl;
fioronegnyeckyto U NCUXonorM4yeckKyro NoMoLLb; cMMnToMaTtuyeckyto tepanuio. lNMpu FMR1-
accounmMpoBaHHOM MpexaeBpeMeHHOM UCTOLLEHNN ANYHUKOB MOXET NoTpeboBaTbCs HabnogeHne y
penpogykTonora n ruHekosnora. NMporHo3 3aBUCUT OT YMCia MOBTOPOB, NoJsia NauneHTa n
KOHKpeTHoro FMR1-accoumMnpoBaHHOIrO COCTOSAHMUA.

CrneunasbHble MeTOAbI A5 BbISIBJIEHUS CJIOXKHbIX U3MEHEHUIN B FreHax
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Yro aTo 3HAYUT [/151 MeHSI?
Y Bac BbisABrieHa npemMyTtaums B reHe FMR.

Y XKEHLUNH Hannyune npemMyTaumm ooblYHO HE NPUBOAUT K pa3BUTUIO cuHApoMa MapTtuHa-benn,
OflHaKO CBSI3aHO C NoBbILWEeHHbIM puckoM FMRT-accounnpoBaHHOro npexgeBpeMeHHOro NCTOLEHUS
SAUYHUKOB. DTO COCTOSIHWE MOXXET NPOSIBMAATLCS:

o CHMXXEHWEM OBapuanbHOro pesepsa;

e HapyLEeHNEM MEHCTPYanbHOro Lukna;

e PAHHWUM HaACTynIeHNneM MeHoMnaysbl;

o CHUXeHNeM GepTUNbHOCTU.

PekomeHayeTcsl KOHCYNbTaums penpoayKTosiora U OLeHKa oBapuanbHOro pesepsa, 0COH6EHHO npu

nJ1aHNpPoOBaHUA 6epeMeHHOCTVI U OTKNagbiBaHUN PENpPOaYKTUBHbBIX M/1aHOB.

Ecnun 51 nnaHupyto poxxgeHne pe6EHKa, 4To BaXKHO y4ecTb?
KonnyectBo CGG-NOBTOPOB MOXET YBENNYMBATLCS NpU nepefaye pebeHKy.

Y XeHLMNH-HOCUTENbHWL, MPeMyTaLnn CYLLLECTBYET PUCK Nepefayn NoTOMCTBY MOSTHOM MyTaLuy,
BbI3blBatOLLEN CUHAPOM JIOMKON X-XpoMocoMbl (cuHapoM MapTuHa—-benn). Han6onee BbICOKUIA pUCK
TSKENBIX KIIMHUYECKUX NPOSIBNEHNA OTMEYaeTCs Y MaslbyYMKOB.

BepoATHOCTb aKcnaHcuu 3aBuUcuT oT kKonndectesa CGG-noBTopoB B reHe FMR1.

PexkomeHayeTcs KOHCyNbTaums Bpava-reHeTnka ans oueHkU MHAMBUAyanbHoOro pucka nepegauu
MOSIHOM MyTaLMK, a Takxke 06CyXXAeHNe PenpoayKTUBHbBIX BO3MOXHOCTEWN, BKItOYas:

o MPENMMNNAHTAUMOHHYIO FreHeTUYecKyo anarHoctuky (MrT-M);

e NIpeHaTanbHyto ANarHOCTUKY;

* OLleHKY OBapuasibHOro pesepea.

CrneunasbHble MeTOAbI A5 BbISIBJIEHUS CJIOXKHbIX U3MEHEHUIN B FreHax
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BpoXxaéHHasa gucPyHKLMA KOpbl HaanovyeyHukos (21- HOPMA
rmapoKcunasHas HeJOCTaTOYHOCTb)

HocutenbCcTBO BPOXAEHHON OUCHYHKLNM KOPbI HALMOYEe4YHNKOB, CBAA3aHHOW C U3MEHEHUSIMU reHa
CYP21A2, He BbISIBNEHO.

[eH BbIsiBNEeHHbIN BapunaHT

CcYP21A2 [Matonoruyeckux feneumnn, oynavkaumun 1 UICCNeA0BaHHbIX KITMHUYECKH
3HaYMMbIX BapmaHToB reHa CYP21A2 He BbIIBNEHO.

Yro aro 3a uccnegoBaHue?

ViccnepoBaHve HanpasBieHo Ha NoUCK M3MeHeHun B reHe CYP21A2, cBA3aHHbIX C BPOXLEHHON
ANCOYHKLMEN KOPbl HAAMOYEUYHNKOB. OTO HacNeACTBEHHOE 3a60/ieBaHMe BNUSIET Ha BblpaboTKy
rOPMOHOB HagMNOYeYHUKOB U MOXET MPUBOANUTL K HapyLLIeHUo GOPMUPOBAHUA HAPY>KHbIX MOSOBbIX
OpraHoB Yy leBOYEK, paHHEMY MOMOBOMY Pa3BUTUIO, YCKOPEHHOMY POCTY B OETCTBE U APYrUM
SHOOKPUHHBIM HapyLleHnsiM. B pamkax nccnefgoBaHunsi NPOBOAUTCH aHanM3 Hanbonee KIMHNYECKH
3HaUYMMbIX MaTOreHHbIX BapuaHToB reHa CYP21A2, Bk/toUasn YacTble TodeyHble BapuaHThl (C.-113G>A,
F306+T, I172N, 1236N, 12G, M239K, Q318X, V237E), oeneumn, KOHBEPCUM 1 SyNAIVKALUN FreHa.

Ectb 11 ne4yeHune?

[a. 3a6onesaHne XOpPOLLO NoAdaéTca TeYeHNo Mpu CBOEBPEMEHHON AnarHocTuke. Vicnonb3yetca
3aMeCTUTelbHaa ropMoHalibHaa Tepanud, no3BoNAroWad KOHTPOIMpOBaTb CUMIMTOMBI,
noagep>kmBaTb HOpPMasbHOE pa3BUTUE pebGEHKa U NpeaoTBpaLLaTh TAXKENbIE OCIOXHEHMS.

Y70 3TO0 3HAYNT [)11 MEHSA?
[MaTonornyeckmx geneunn, oynnmkaumm u UCCcnefoBaHHbIX KITIMHUYECKM 3HAaYMMbIX BapuMaHTOB reHa
CYP21A2 He BbISiBNEHO. [1p13HaKOB HOCUTENbCTBA Haubosee YacTbiX UBMEHEHWNIN, aCCOLMNPOBAHHbIX

€ 21-rngpoKcmnasHon HegoCTaTOYHOCTbIO, HE OBHAPYXXEHO.

Ecsm 51 nnaHmpyo poxxgeHne pe6éHKa, YTo BaXKHO y4yecTb?
Mo pe3ynbTaTaM MccnepoBaHus NOBbILEHHbBIN PUCK POXAEHUS peGEHKA C BPOXLAEHHON
ANCOYHKLMEN KOPbl HAAMOYEYHNKOB, CBA3aHHbIN C BapnaHTamu CYP21A2, He BbiSIB/EH.

CrneunasbHble MeTOAbI A5 BbISIBJIEHUS CJIOXKHbIX U3MEHEHUIN B FreHax



CnuHanbHas MbilleyHasi aTpodpusi, CKpbITOE HOCUTENIbCTBO HOPMA
2+0

MpU3HaKOB CKPbITOro HOCUTENbCTBA CNMHANBbHOW MbilieyHo aTpodum (reHotun 2+0) He
BbISIB/IEHO.

[eH BbISiBNEHHbIN BapuaHT

SMN1 O6Hapy>xeHOo 2 konuu 7 ak30Ha reHa SMN1.

Uro ato 3a nccnegoBaHune?

ViccnenoBaHue HanpaBneHo Ha OLeHKY uncna konuii reHa SMN1T 1 cneuunanbHbIX MapKepos,
YKa3biBarOWKMX Ha CKpbITOE€ HOCUTEJIbCTBO: KOrga 2 KOMnuu reHa HaXogATCA Ha O,D,HOV| XpomMoCoME, a
Ha BTOpPOK — Aeneuns. YTo MOXeT BbIrMsAeTb Kak HOpManbHbIM pe3ynbTaT 6e3 cneumanbHom
NnpoBepKU. Hapyl.ueva B 9TOM reHe cBA3aHbl CO CNUHaNbHOM MblLLEeYHOM anO(])MeVI -
3a60)‘|eBaHVIeM, NMPn KOTOPOM MOCTENEHHO NOpPa>karoTCA ABUTraTesibHble HeVIpOHbI 1 pa3BmnBaeTCH
MbllLEeYHas cnabocCTb.

Ectb 11 neyeHune?
[a. B nocnegHue rogpl NnosiBUNUCh aGGEKTUBHbIE METObI TEPANNK, BKITHOYASA FEHHYHO Tepanuio 1
npenapartbl, yBennuynBaroLme BbipaboTky 6enka SMN. Hanbonee BbipaXkeHHbIN 3deKT gocTuraeTcs

npn MakCMMalibHO paHHEeM Ha4alie ne4yeHud.

Yro 310 3HAYNT [)11 MEeHA?

O6Hapy>xeHo 2 konun reHa SMN1, NPU3HAKOB CKPLITOro HOCUTENbCTBA Mo TNy 2+0 He BbISIBNEHO.
Puck HocuTenbCcTBa crivMHanbHOM MbleYHOW aTpodum No pesynbTataM NPoBeAEHHOIO
nccnefoBaHUs He NMOBbILEH.

Ecnun s nnaHupyro poxxgeHne pe6éHka, YTo BaXKHO y4ecTb?
Mo pe3ynbTaTam UCCeaoBaHMs MOBbILUEHHbIN PUCK POXAEHNSA peb6EHKA CO CMMHANIbHON MbILLEYHOM
aTpoduen, CBA3aHHbIN CO CKPbITbIM HOCUTENBCTBOM MO TUMy 2+0, He BbiSBEH.
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Fremopunusa A HOPMA

KnuHn4yecku 3HauyMmbIx U3MeHeHur reHa F8, accounnpoBaHHbIX ¢ remodununen A, He BbISIB/IEHO.

leH BbisiBNEeHHbIV BapuaHT

FS MaTonornyeckmx nameHeHum reHa F8 He BbIIBNEHO.

Yro aro 3a nccnegosaHune?
I/Iccnep,osaHme HamnpasJ/iIeHO Ha NMOUCK Hanbornee YyacTbIX I/IHBepCMl7| B reHe F8, CBA3aHHbIX C
remoununen A — HacneaCcTBEHHbIM HapyLUEHUEM CBEPTbIBAHUSA KPOBU.

Ectb 11 neyeHune?

Ha. Onsa remodunun A cywecteyeT adpdeKTMBHAA 3aMecTuTenibHada Tepanus daktopa VI, a Takxe
COBpPEMEHHbIe NMpodunakTnyeckune npenapaTthbl, NO3BONAKOLWNE 3HAUYNTENBHO CHU3UTL PUCK
KPOBOTEYEHUI.

Yro 310 3HAYUT [/11 MEeHA?
KNnHMYECKN 3HaUYNMMbIX USMEHEHNN reHa F8, accoummnpoBaHHbIX C reModunmen A, He BbiSIBIEHO.

Ecnm 51 nnaHnpyo poxkgeHne pe6éHka, 4To BaXKHO y4ecTb?
Mo pesynbTaTaM UCCNEeA0BaHMS NOBbILLEHHbIN PUCK POXAEHUA peGEHKa ¢ remodunuei A,
CBA3aHHbIN C U3MEHEHUAMU reHa F8, He yCTaHOBNEH.

CrneunasbHble MeTOAbI A5 BbISIBJIEHUS CJIOXKHbIX U3MEHEHUIN B FreHax



MbiweuHaa guctpodpus [oweHHa HOPMA

HocutenbcTBO MbiweyHoM agnctpodum [ioweHHa, cBA3aHHOM ¢ uameHeHnamm reHa DMD, He
BbISIB/IEHO.

leH BbisiBNeHHbIN BapuaHT

DMD [MaTonorndyecknx geneumn n gynnukauum, satparmeatowmx reH DMD, He
BbISIB/IEHO.

Uro ato 3a uccneposarHne?

ViccnepoBaHve HanpasfeHo Ha NMOWUCK KPYMHbIX Aeneunn u gynnukauun B reHe DMD. HapylweHus B
3TOM reHe cBfA3aHbl C MblLLEYHOM ,CI,IACTpOd)I/IeVI D,POLLIeHHa — TAXKENbIM HacneaCTBeHHbIM
3a60/51eBaHMEM MbILLL,.

EcTb 11 ne4yeHune?

[TonHOCTbIO M3neq|/|Ba+ou.|,e|7| Tepanun NnokKa HeT, 0aHaKo CyLWeCTBYOT MeTobl Ne4YeHNd,
no3Bosidrone 3aMeanaTb nporpeccnpoBaHmne 3a60ﬂeBaHVIF|, BKJ1FO4aA ropMoOHallbHYHO Tepanuko,
Kapanonornyeckoe HabnwogeHne, peabunmtauunto u ansa 4yacTu naunmeHToB — COBPEMEHHbIE
TapreTHble npenapartbl.

Yro 310 3HAYUT [/11 MEeHA?
Mo pe3ynbTaTam NpoBegEHHOrO NCCNefOBaHMS NMPU3HAKOB HOCUTENbCTBA Hanbonee YacTbixX
CTPYKTYPHbIX U3MEHEHWI, aCCOLIMMPOBAaHHbIX C MbllLeYHoM ancTpoduen [JroleHHa, He 06HapyXXeHo.

Ecsmm 51 nnaHmpyro poxxgeHne pebéHKa, YTo BaXKHO y4ecTb?
Mo pe3ynbTaTam UCCNeaoBaHWs MOBbILIEHHbIV PUCK Nepefayn MbllLeYHON oUCcTpodumn [oweHHa,
CBS13aHHbIN C U3MeHeHusaMn reHa DMD, He BbISiBNEH.

CrneunasbHble MeTOAbI A5 BbISIBJIEHUS CJIOXKHbIX U3MEHEHUIN B FreHax
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Bone3Hb lNowe HOPMA

KnuHnyeckun 3HauMmMbIX BapnaHToB reHa GBA, accouumpoBaHHbIX ¢ 60ne3Hbio Mowe, He
BbISIB/IEHO.

leH BbISiBNIEHHbIN BapuaHT

GBA [MaToreHHble N BEPOATHO NMaToreHHble BapuaHTbl reHa GBA He 06Hapy>XeHbI.

Yro aro 3a uccnegosaHue?
ViccnepgoBaHue HanpaBneHo Ha MOUCK M3MeHeHWn B reHe GBA. NMaToreHHble BapuaHTbl B 06eunX
KOMUAX 3TOro reHa Bbi3blBatOT 601€3Hb [Olwe — HacneacTBEHHOE 3aboneBaHe O6MeHa BeLLecTB.

Ectb in neyeHune?
[a. [Ina 6onesHu lNowe cywecTtyeT adPeKTUBHOE neveHne, BKNtovass GepMeHTO3aMeCTUTENbHYHO
Tepanuio 1 npenapaThbl, yMeHbLUaoLWMe HaKoMIeHne NaTonormnyecknx BeLecTB B KIeTKax.

Yro 310 3HAYUT [/19 MeHA?
[laTOreHHble n BEPOATHO NaToreHHble BapuaHTbl reHa GBA He 06Hapy)KeHbI. Mo pe3ynbtatamMm
I'IpOBe,D,éHHOI'O nccnegoBaHmsa NPU3HaKoB HOCUTENBCTBA 6051e3Hun [oLwe He BbIABNEHO.

Ecsm 51 nnaHmpyo poxxgeHne pe6éHKa, YTo BaXKHO y4yecTb?
Mo pe3ynbTaTaM nccnegoBaHus NOBbLILEHHbBIN PUCK POXAEHUS peGEHKa ¢ 6one3Hbto MoLwe,
CBSI3aHHbIN C BapuaHTamu reHa GBA, He BbISIB/IEH.

CrneunasbHble MeTOAbI A5 BbISIBJIEHUS CJIOXKHbIX U3MEHEHUIN B FreHax



X-cuenneHHble anunenTuyeckue aHuedanonatum u HOPMA
UHTeNNeKTyaJibHble HapyLUeHUA

HocutenbctBo X-cuenneHHbIX 3a60/1eBaHUI, CBA3aHHbIX C U3MeHeHusaMU reHa ARX, He

BbIABJIEHO.

[eH BbISiBNEHHbIN BapuaHT

ARX [MaToreHHble BapnaHTbl reHa ARX He oGHapy>eHbl.

Uro ato 3a nccnegoBaHune?
WccnenoBaHue HanpaeeHo Ha MOUCK M3MeHEeHWI B reHe ARX, KOTOPbIN y4acTBYeT B pasBUTUN

roJIOBHOrO Mo3ra. [laToreHHble BapuaHTbl B 9TOM reHe MOryT ObITb CBSI3aHbl C TSXXENbIMU dopmamm
anunnencun, 3ap,ep>KK017| Pa3BUTUA U UHTENNEKTYallbHbIMU HapyLUeHNUAMMU.

EcTtb 211 neyeHune?

Creundunyeckoro fieYeHuns, ycTpaHsoLLero NpuUmnHy 3aéoneBaHuns, Noka HeT. Vicnonb3yroTcs
NPOTUBOCYOOPOXHAsA Tepanus, NporpamMmMbl paHHeln peabunuTauumn 1 NogaepxusatoLlee
HabntoaeHue.

Uro aT0 3HAYNT A/151 MEHSs?
[MaToreHHble BapuaHTbl reHa ARX He o6Hapy>eHbl. [1o pe3ynbTaTtamMm NpoBeAEHHOIO UCCNeAOoBaHUs
NPU3HaKOB HOCUTENbCTBA X-CLEMIEHHbIX COCTOSIHUI, aCCOLMMUPOBaHHbIX € reHoM ARX, He

BbIAB/IEHO.

Ecsm 51 nnaHmpyro poxxgeHne pebéHKa, YTo BaXKHO y4yecTb?
Mo pe3ynbTaTaM UCCnefoBaHMs NMOBbILWEHHbIA PUCK Nepenadun peGeHKy X-CcLenneHHbIX
3a60/1eBaHUI, CBA3AHHbIX C BapuaHTaMun reHa ARX, He BbIsiBNEH.

CrneunasbHble MeTOAbI A5 BbISIBJIEHUS CJIOXKHbIX U3MEHEHUIN B FreHax



Anbda-Tanaccemus HOPMA

MaToreHHbIX U3smeHeHun reHos HBA1T 1 HBA2, accouumpoBaHHbIX C anbdpa-TanaccemMmen, He

O6GHapy>XeHo.
leH BbiSiBNEHHbIN BapuaHT
HBA1 HBA2 KnuHM4Yeckun 3HaunMbIX geneumn n gynnmkaumm reHos HBAT n HBA2 He

BblAB/1EHO.

Yro aro 3a uccnegosaHue?
ViccnepoBaHue HanpaBneHo Ha MNOUCK M3MeHeHnn B reHax HBA1 n HBA2, koTopble y4acTBYHOT B

CUHTE3€e remornobunHa.

Ectb 21n neyeHune?
JleyeHune 3aBUCUT OT TXKeCTU 3abonesaHns. JIErkne popmbl MOTyT He TpeboBaTb Tepanuu, a

TAXENble MHorga Tpe6y+0T perynapHbiX HepeﬂMBaHMVI KpoBu n cneunann3mpoBaHHOIo HabnaeHus.

Uro aT0 3HAYNT As151 MEHSsI?
KnuHnyeckn saHaunmblx geneunn n gynnukauum reHos HBA1 n HBA2 He BbisiBneHo. 1o pesynbtatam

NPOBEAEHHOr0 NCCNenoBaHUs NPU3HaKoB HOCUTENbCTBA M3MEHEHW, aCCOLMNPOBaHHbIX C anbda-

Tanaccemuen, He 0GHapy>eHo.

Ecnn s nnaHupyro poxxgeHne pe6éHkKa, YTo BaXKHO y4ecTb?
Mo pe3ynbTaTam UCCneaoBaHUs MOBbILEHHbIV PUCK POXAEHUS Ppe6EHKA C anbda-TanacceMmnen,

CBSI3aHHbIV C U3MeHeHnsimu reHoB HBA1 n HBA2, He BbIsIBNEH.

CrneunasbHble MeTOAbI A5 BbISIBJIEHUS CJIOXKHbIX U3MEHEHUIN B FreHax



ATakcusa Ppuppeinixa HOPMA

Mpu3HakoB NaTonornyeckom akcnaHcum GAA-NoBTOPOB, aCCOLMUPOBAHHOM C aTakCcuen
®pupgpeinixa, He BbiSIBNEHO.

leH BbISiBEHHbIN BapuaHT

EXN Konnuyecteo GAA-noBTopoB B reHe FXN: 8+1/5+1

Yro aro 3a uccnegosaHue?

VliccnepoBaHue HanpaBrieHo Ha onpefeneHne konmyectsa GAA-noBTopoB B reHe FXN.
MaTonornyeckoe ysenuyeHue yncna GAA-NOBTOPOB CBA3aHO C aTakcuen Opuapenxa —
HacnefcTBEHHbIM 3a60/1eBaHNEM HEPBHOM CUCTEMBbI, KOTOPOE COMPOBOXAAETCS NPOrpPeCcCUpy oMM
HapyLleHneM KOOpAMHaUUN OBUXKEHUN, MbILLEYHOWN CTAaBOCTbIO U MOXET NPUBOAMUTbL K MOPaXKeHUHo

cepaua.

Ectb in neyeHne?
Cneundunyeckoro nevyeHus, yCTpaHsHoLEro reHeTMYeCcKyro NpuymnHy atakcun Qpugpenxa, He
CyllecTByeT.

[Npun Hannymn 3a6oneBaHNa MegULMHCKas NOMOLLb BK/IHOYaeT:

HabnoOeHNe y HeBPOIora U Apyrux NPodubHbIX CreLnanncTos;

OU3NYECKYIO peabunntTaumio U nevyedHyto GU3KYNbTypy;

ne4vyeHne Kapgnonorn4ecKmnx OCJTIOXKHEHUN npu Nx Haan4dmu,

CUMMNTOMaTUYECKYHO Tepanuto, HanpaB/ieHHYIO Ha Nnoaaep>KaHue aBuraTesnbHbIX GYHKLUA 1
KayecTBa XU3HMU.

B nocnepgHue rogbl 4ns 4acTu naumeHToB CTanm OOCTYMNHbI Npenaparthl, CrnocobHble 3aMeansTb
nporpeccunpoBsaHne 3aboneBaHus.

Yro 310 3HAYUT [/19 MeHA?
BoisBneHHoe konnyectso GAA-noBTOpoB B reHe FXN HaxoauTcs B npegenax HopMasbHbIX

3HaYEHUN.

[Mpr3HaKOB NaTONOrMYeCKOoM aKCMaHCUM NOBTOPOB, aCCOLIMMPOBaHHON C aTakcnen pugpenxa, He
OBHapy>XeHo.

CrneunasbHble MeTOAbI A5 BbISIBJIEHUS CJIOXKHbIX U3MEHEHUIN B FreHax



Ecsm 51 nnaHmpyo poxxgeHne pe6éHKa, YTo BaXKHO y4ecTb?

BbisiBNeHHoe Konnyectso GAA-MOBTOPOB COOTBETCTBYET HOPMaibHOMY AMana3oHy U He CBA3aHO C
MOBbILLEHHBIM PUCKOM Nepepaun atakcum Opugpeiixa NOTOMCTBY. PUCK 3KCMAaHCUK NMOBTOPOB Mpw
nepefave LeTAM OLEHMBAETCS KaK HU3KUN.

CrneunasbHble MeTOAbI A5 BbISIBJIEHUS CJIOXKHbIX U3MEHEHUIN B FreHax
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®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.
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FeH AunnoTtun

RYR1 €.5360C>T/c.61786G>T

®dapMakoreHeTU4eckKuin npodusb

Cratyc

BnusaHune reHoTuna Ha akTUBHOCTb MeTabonusatopa He
BbIIBJ/IEHO.
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0630p No KaTeropusim

AHTUAENpecCaHTbl MU3MEHEHUA AHTUMNCUMXOTUYECKMNE NpenapaTbl N3MEHEHMNS
CraTuHbl CTAHOAPT MHrnéumTopbl NPOTOHHOM NOMIbI W3MEHEHNSA
AHTUKOArynsiHTbl U aHTUarperaHTbl CTAHOAPT MpoTMBOBUPYCHbIE NpenapaThbl CTAHOAPT
HeCTepOVI[J,HbIe npoTuBoBOCnannTesNbHble
MpoTuBOCYAOPOXHbIE NpenapaTbl CTAHOAPT CTAHOAPT
cpepcTea
OnvouAaHble aHanbreTukm W3MEHEHUSA AHTUapUTMUYeCKMe Npenapatbl M3MEHEHWSA
MpoTMBOPBOTHbLIE NpenapaThl WU3MEHEHWSA MpoTuBOONyXoneBble Npenapartsl W3MEHEHWS
MmmyHocynpeccopsl CTAHOAPT MpoTuBoOrpu6KoBbLIE NpenapaTbl CTAHOAPT
MpenapaThbl, BAUsOLWMe Ha 0O6MeH
AHecTeTUKU n MUnopenakCaHTbl CTAHOAPT o CTAHOAPT
MOYEBOW KUCNOTbI
AHTUGaKTepuanbHble N aHTUNPOTO30MHble
CTAHOAPT Opyrve npenapatbl M3MEHEHUSA
npenapatbl
@ AHTMapuTMMueckue npenapaTbl
MponagpeHoH W3MEHEHWA

dapm. gercTeue: aHTMapPUTMUYECKOE

Toproeble Mmapku: NponaHopm®, MponapeHoH, NMPOMA®EHOH ®apmacuHTes, MNponapeHoHa
rmgpoxnopug, PUTMmoHopm®

M3-3a ocobeHHocTen paboThl pepmeHTa CYP2D6 KOHLUeHTpaumsa nponadpeHoHa B
opraHu3Me MOXeT OblTb 3HaUUTENbHO BbIlLEe OXWAAEMON. OTO MOXET MOoBbILLaTh
PUCK [0,0303aBUCKUMbIX MOBOYHbIX 3G HEKTOB, BKIIOYAsA HapyLLEeHWs MPOBOAUMOCTHU
ceppua, pasBuTMe apuTMURN, FONIOBOKPY>XXEHNE, CNabocTb 1 gpyrue
HeXenaTefbHble peakuuu, CBsA3aHHbIe C NOBbILEHNEM KOHLEHTpauuy npenapara.

CYP2D6 0
[na cHUXeHUsa prucka NoboYHbIX aPpPeKToB pekoMeHayeTca ucnonbsosatb 30% oT

DPWG

CTaHpapTHOM f03bl NponadeHoHa. [danbHenwan Koppekums Tepanum gonxHa
NPOBOANTLCS NOA, KOHTPOJSIEM anekTpokapanorpadun (K, KoHUeHTpaumum
npenapaTa B N/1la3Me KPOoBU, KNMHNYeCKON 3PGEKTUBHOCTU NeYeHns 1
nepeHoCUMOCTU Tepanuu.

®dapMakoreHeTU4eckKuin npodusb



dnekauHup, N3MEHEHUSA

dapm. gericTBUE: aHTMAPUTMUYECKOE

ToproBble mapku: Onenkapann, GnekamHug,

M3-3a ocobeHHoCTel paboTbl pepmeHTa CYP2D6 KoHUeHTpauus dnekanHuaa B
OpraHM3mMe MOXET ObITb Bbille OXMAaeMon. OTO MOXET MOBbIWaTb PUCK
[0303aBUCUMbIX NOBOYHBbIX 3GDEKTOB, BKIOYAs HapyLLEHUss NPOBOAUMOCTH
CYP2D6 ceppua, pasBuTMe apuTMUIN, FONIOBOKPYXKEHNE U ApYrue HexenaTtesbHble peakLuuu, DPWG
CBfi3aHHble C MOBbILLIEHWEM KOHLEHTpaLun npenaparta. PekomeHayeTcs
ncnonbsosatb 50% OT cTaHAapTHOM [03bl driekanHnaa. JanbHenwan Koppekums
Tepanuun JomKHa NPOBOAUTLCS MOA, KOHTPOieM anekTpokapanorpadum (KI) un
KOHLUEeHTpauun ¢prekamHupa B nnasme Kposu.

@ AnTMaenpeccaHTbl

AMUTPUNTUNUH U3MEHEHMA

<DapM. OenCcTBUe: aHKCUONUTUYECKOe, aHTugenpeccmeHoe, cegatnuBHoe, TuMonenTn4yeckoe

ToproBbie MapKu: AMUTPUNTUINH, AMUTPUNTUAKNH Hukomen, AMUTpuntunnH-AJ1CA, AMUTPUNTUNIUH-
DepenH®, AMUTPUNTUAKHA rngpoxnopua, ANo-AMUTPUNTUANH

/13-3a CHUXXEHHOWN CKOPOCTU NepepaboTKM TPULMKITMYECKOro aHTMAenpeccaHTa
€ro KOHLEHTpaLMs MOXET ObITb Bbille oxugaemon. CTaHgapTHast fo3a NoBbIWaeT
PUCK BbIPaXX€HHOW COHIMBOCTU, CYXOCTU BO PTY, 3aA€PXKM MOYM, NageHns

CYP2D6 apTepuanbHOro AaBneHus U HapyLeHn cepaeyHoro putma. MNpumeHeHne

CYP2C19 TPULMKITNYECKNX aHTUOEeNPecCaHTOB He peKoMeHayeTCHa U3-3a pUCcKa NOBOYHbIX 2
appekToB. Ecnmn TLIA Heo6x0AMM, PaCCMOTPUTE CHUXEHNE PEKOMEHL0BAHHOM
HayanbHoM [03bl Ha 50%. PekoMeHAayeTCcsa MCNOMb30BaTb KOHTPOJb KOHLEHTPaLUN
npenapaTa B KPOBU AJ151 KOPPEKTUPOBKU A03bl.

M3-3a CHUXXEHHOM CKOPOCTH NepepaboTKN TPULMKIIMYECKOrO aHTUAENpeccaHTa
€ro KOHUEHTpauus MOXET ObITb Bbllle oxungaemon. CTaHgapTHas f03a MoBbIaeT
PUCK BblpaX>XeHHON COHIMBOCTU, CYXOCTU BO PTY, 3a4€PXKN MOYM, NajeHns
CYP2D6 apTepuanbHOro AaBfieHns U HapyLeHWn cepaeyHoro putma. PekoMeHayeTcs DPWG
ncnonb3oBaTb 70% OT CTaHOAPTHOM A03bl U KOHTPONMPOBATb 3PPEKTUBHOCTD,
No6oYHble 3PPEKTbl U KOHLLEHTPALUUIO aMUTPUNTUAMHA B Niasme ans
KOPPEKTUPOBKM NOAAEPXXUBAOLLEN A03bI.
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BeHnadakcuH U3MEHEHMA

dapm. geicTBure: aHTUAENPECCHUBHOE

Toproeble Mapku: AnseHTa®, BenakcnH®, Benagpakc®, BeHnakcop®, BeHnadpakcunH, BeHnadakcuH

OpraHuka, BeHnadpakcuH-AJ1ICU, BeHnadakcuHa rugpoxnopua, Jandukc®, HeroBenoHr

/3-3a oco6eHHocTen paboTbl pepmeHTa CYP2D6 nameHseTcsi COOTHOLIEHME
MeXxay BeHnapakCUHOM U ero akTUBHbIM MeTabonntom — O-
gecmeTtuneeHnapakcmHoMm. B pesynbTtate adpdekT n nepeHocnmMocTb Tepanum
MOryT GbITb MeHee NpeackasyeMbiMn. PeKOMeHAYeTCss pacCMOTPETb Ha3HayYeHne
AL anbTepHaTUBHOIO aHTUAENPEeCcCaHTa, 3aQPEeKTUBHOCTb KOTOPOro B MEHbLLEN
CTeneHu 3aBUCUT oT akTuBHocTU CYP2D6. Ecnu npumeHeHne BeHnadpakcmHa
ABNSAETCA NPEeANOYTUTENbHBLIM C KITMHUYECKOWN TOYKN 3PEHUS, PEKOMEHAYETCS

TWaTeNbHO KOHTPONNPOBaTh 3GHOEKTUBHOCTbL NleYeHUss U NePEeHOCUMOCTb Teparnuu.

MpumeHeHne BeHNapakcuHa He pekoMeHayeTcs. Cnegyet pacCMOTpeTb
Ha3HayeHue anbTepHaTUBHOrO aHTUAenpeccaHTa, aPpPeKTUBHOCTb KOTOPOro B
MEHbLUEN CTENEHN 3aBUCUT OT akTMBHOCTU CYP2D6. K Takum npenapatam
OTHOCATCS, HanpumMep, AyNoKCeTUH, MUpTasanuH, uMtanonpam u cepTpanuH. Ecnu
npuMeHeHne BeHNadpakcnHa ABNSETCA NPeANnoYTUTENbHBIM C KITMHUYECKOM TOYKN
3peHUs U Ha GOHEe NleYeHUs1 BO3HUKALOT NOBOYHbIE 3P PeKTbl, MOXeET

VS paccmaTpuBaTbCs CHUXEHWe 003bl NpenapaTta. PekoMeHayeTcsi KOHTPONMpoBaTh
30PEKTUBHOCTb TEpanun, MEPEHOCUMOCTb NIEYEHUS, @ TaKXKe KOHLIEHTpaumm
BeHnadakcuHa n O-gecmeTunseHnadakcmHa B nnasme kposu. Cnegyet
YUUTbIBaTb, YTO B HaCToOSALLEE BPEMSI OTCYTCTBYIOT AaHHbIE, NO3BONAIOLLNE
onpeaennTb, MOXHO /I CHU3UTb A03Y HAaCTOMbKO, YTOObI YCTPAHUTb MOGOYHbIE
addeKkTbl 6€3 noTepu aGGEKTUBHOCTU NeYeHUs.

CPIC

DPWG

BopTuokceTuH W3MEHEHWSA

¢apM. AeﬁCTBM62 aHTugenpeccmnBHoe

Toprosble MapKu: bpuHTennMkc

V3-3a ocob6eHHocTen paboTbl pepmeHTa CYP2D6 KOHUEHTpauusa BOPTUOKCETUHA B
OopraHnM3mMe MOXEeT ObiTb Bbllle OXXMAAEMOW. TO MOXET NOBbILLAaTb PUCK Pa3BUTUS
NOBOYHbIX 3PPeKTOB Ha GoHe neyeHust. Cpean BO3MOXHbIX HEXenaTenbHbIX
peakuun — TOLHOTa, FONOBOKPY>XKEHWE, FOfIoBHasi 60/1b U Apyrue 40303aBUCUMbIE
no6oyHble adpdeKTbl. 8 CHUXKEHNA prcKa HeXenaTenbHbIX peakLuui
pekoMeHayeTcsl HaumMHaTb neveHune ¢ 50% oT cTaHAapTHOM HavyasibHOW A03bl

SaBabe (Hanpumep, 5 Mr B cyTkn). [anbHewllee yBenMyeHne 4O3MPOBKM cnegyeT
NPOBOANTb C YYETOM KINHUYEeCKON 3hHEeKTUBHOCTM U MEPEHOCUMOCTU Tepanuu,
He npeBblwas MakCUMarnbHY pekoMeHgoBaHHYo o3y 10 Mr B cyTku. B kauecTBe
anbTepHaTUBbl MOXET paccMaTpMBaTbCA Ha3HaYeHe aHTUAEeNpPeccaHTa,
3pPeKTUBHOCTb N 6E30MacHOCTb KOTOPOro B MEHbLUEN CTEMEHN 3aBUCST OT
akTusHoctu CYP2D6.

dapMakoreHeTn4eckunin npocunab

CPIC
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OdesunnpamuH

N3MEHEHUSA

dapm. geicTBure: aHTUAENPECCHUBHOE

Toproeble Mmapku: [le3nnpamuH

CYP2D6

M3-3a ocobeHHoCTen paboTbl pepmeHTa CYP2D6 KOHLUEHTpaLUS TPULMKINYECKNX
aHTUOENPeCcCaHTOB B OpraHn3mMe MoXeT ObiTb Bbllle 0Xna4aeMon. 3To0 MOXeT

MoBbILLATb PUCK PA3BUTUSA NOBOYHbIX 3PPEKTOB Ha HoHe neyeHus. Cpeam

BO3MOXHbIX HeXenaTesbHbIX peakLmi — CyXOCTb BO PTY, 3arnopbl, COHINBOCTb,
rOSIOBOKPY>KEHUE, 3aTPyAHEHNE MOYEUCTYCKaHNS, a TaKXe HapyLleHus

cepAeyHoro putMma v gpyrue fo3o3aBncuMble NO60YHbIE 3DDEKTHI. I
PekomeHA0BaHO nsberatb NPUMMEHeHUA TPULMKIIMYECKUX aHTUOENPECCAHTOB. il
Ecnu npumeHeHne gesunpamuHa aBnsieTcs NpeanoyuTUTENbHbIM C KITMHUYECKON
TOYKM 3pPEeHUsi, peKOMeHOyeTCs YMEHbLUNTb HavanbHyr fo3Y Ha 50% o
CpaBHEHWUIO CO CTaHAAPTHON. [anbHenLyo KOPPEKLMIO fO03UPOBKM
pekoMeHayeTCs NPOBOAUTL MO KOHTPOMEM TepaneBTUYeCKOro IeKapCcTBEHHOMO
MOHUTOPUHTa.

dapMakoreHeTn4eckunin npocunab
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JokcenuH N3MEHEHUA

dapm. percTBUE: aHKCMONUTMYECKOE, aHTUAENPECCUBHOE, NPOTUBOA3BEHHOE, CeaTUBHOE

Toproeble mapku: [1okcenuH

KoHUeHTpauusa TpULUKINYeCKUX aHTUaenpeccaHToB B OpraHn3mMe MoXeT 6bITb

CYLLECTBEHHO BbILLE 0XMAAEMON. OTO MOXET MOBbILWATb PUCK PA3BUTUS MOBOYHbBIX

apPeKToB Ha poHe nevyeHus. Cpeamn BO3MOXHbIX HEXenaTeNbHbIX peakLmn —

CYXOCTb BO pPTY, 3anopbl, COHIMBOCTb, FOSIOBOKPYXEHUE, 3aTPyAHEeHMEe

MOYenUCnyCcKaHus, a TakXKe HapyLLIeHUsa cepaeyHoro putma u gpyrme

[0303aBUCUMble NO60YHbIe 3¢ deKTbl. [IpMeHeHMe JoKCennHa He CPIC

CYP2D6

CYP2C19
pekomMeHayeTcs. Ecnu npumeHeHne gokcenuHa aBnseTcs npeanoyTuTeNbHbIM ¢

KITIMHUYECKOW TOYKM 3PEeHUs, peKOMeHAYeTC YMEHbLUWUTb HavasbHyto fo3y Ha 50%
Mo CPaBHEHWIO CO CTaHAAPTHOW. [JanbHenLyo KOPPEKLMIO LO3UPOBKU
peKoMeHAyeTCs MPOBOAMTb MOA KOHTPONEM TeparneBTUYECKOro fIeKapCTBEHHOMo
MOHUTOPUHra.

M3-3a ocoBeHHOCTeN paboTbl pepmeHTa CYP2D6 KOHLEHTpaLmMsa LOKCenuHa B
opraHnM3mMe MOXeT ObiTb CYLLECTBEHHO BblLe 0XNGAaeMOn. 3TO MOXET NoBbILLAaTb
PUCK pa3BUTUSA NOBOYHBIX 3ODEKTOB Ha GOHe NnedeHuns. Cpean BO3MOXHbIX
HeXxenaTtesbHbIX peakunii — CyXOCTb BO PTY, 3amnopbl, COH/IMBOCTb,
rONIOBOKPYXeEHWe, 3aTpyAHEHNE MOYENCTYCKaHUS, a TakxXe HapyLleHus
cepheyHoro putMa u gpyrue fo303aBuUCcuUMble MO60YHbIE 3QDEKTbI. [ CHUXEHUSA
CYP2D6 pUCKa HexenaTenbHbIX peakuMn pekoMeHayeTcs ncnonb3osaTtb 40% oT
CYP2C19 CTaHOaPTHOM f03bl AOKCenuHa. Moabop noaaepykmBatoLlen 403bl peKOMeHAYeTCs
NPOBOANTb MO KOHTPOMEM KINHUYeCKon adHeKTUBHOCTM, NEPEHOCUMOCTH

DPWG

Tepanuu U KOHLEHTpaLM OKCENWHA N ero akTUBHOro MetaéonuTa —
HOPAOKCENNHa — B Mna3mMe KpoBu. TepaneBTUYECKUI AMana3oH CyMMbl
KOHLIEHTpauuMi OoKCcennHa n HopaokcenuHa coctaBnsaeT 100-250 Hr/mn. 3HauyeHus
Bblwe 400 Hr/MN CYMTAOTCA TOKCUYHBIMU U CBSI3aHbl C MOBbILLIEHHBIM PUCKOM
CepbEe3HbIX NOGOYHbIX 3PPEKTOB.

®dapMakoreHeTU4eckKuin npodusb



NMmunpamuH N3MEHEHUA

dapm. gericTBUE: aHTMAENPECCUBHOE, aHTUAM3YPUYECKOE, MCUXOCTUMYNNPYIOLLEE,
TMMONenTUuYecKoe

Toproeblie Mmapku: VimunpamuH, MenmnpamumH®

KoHLEHTpauma TPULMKIIMYECKMX aHTUOENPECCAHTOR B OpraHn3Me MOXET BbiTb
CYLLECTBEHHO BbllLe OXMUAAEMON. TO MOXET MOBbILATh PUCK PAa3BUTUS MOBOYHbIX
30 ¢peKToB Ha dpoHe neveHus. Cpeay BO3MOXHbIX HeXenaTebHbIX peakumn —
CYXOCTb BO PTY, 3amopbl, COHIMBOCTb, FONIOBOKPYXEHWE, 3aTpyAHEHNE

MoYeuncnycKaHus, a Takxxe HapyLIeHUA cepeyHoro putma u rme
CYP2D6 y py pA p Aapy

[0303aBUCUMble NO060YHbIE 3 deKTbl. [IpUMeHeHUe nmMunpammHa He CPIC
CYP2C19

pekomeHayeTcs. Ecnu npyMeHeHVe uMUNpamMuHa sIBASeTCA NPeanoYTUTeNbHbIM C
KIIMHUYECKOW TOYKUN 3PEHUs, PEKOMEHZYETCS YMEHbLMTb HavyalbHYyto [03Y Ha 50%
MO CPaBHEHWIO CO CTaHAAPTHONM. [JanbHenLyo KOpPEeKLMo A03UPOBKM
peKoMeHyeTCs NPOBOAUTL MO KOHTPONEeM TepaneBTUUYECKOro IeKapCTBEHHOIO

MOHUTOPWUHra.

V3-3a oco6eHHocTen paboTbl pepmeHTa CYP2D6 KOHUEHTpauusa nMmmnpamMmmnHa B

opraHnM3mMe MOXeT ObITb CYLLECTBEHHO BblLle 0XUGAaeMOn. 3TO MOXEeT NoBbILLAaTb

PUCK pa3BUTUSA NOBOYHBIX 3PPEKTOB Ha GOHe nedeHus. Cpeam BO3MOXHbIX

HeXxenaTesfbHbIX peakLunii — CyXOCTb BO PTY, 3arnopbl, COHIMBOCTb,

rONIOBOKPY>KEHNE, 3aTPygHEHNE MOYEUCNYCKaHNS, a TakxXe HapyLleHus

CepAeYHoro putMa v gpyrue no3osaBuUcuMble No6oYHble addeKkTbl. [ns CHUXeHUs
CYP2D6 pUCKa HexenaTesbHbIX peakumi pekoMeHayeTcs ucnonb3osatb 30% ot
CYP2C19 CTaHLAPTHOM f03bl MMUNPaMuKHa. MNogdop nogaepXXmnBatoLLen f03bl e

pekoMeHayeTCsl NPOBOAUTL NOA, KOHTPONEM KITMHUYECKOM 3PPEeKTUBHOCTH,

NepeHoCUMOCTM Tepanun 1 KOHLEHTPaLUA UMUNPaMUHa U ero akTUBHOIO

MeTabonuTa — Ae3unpamMuHa — B nia3mMe KpoBu. TepaneBTUYEeCKMI AuanasoH

CYMMbI KOHLIEHTpaLMI UMUNpamMuHa u gesunpamuHa coctasnset 150-300 Hr/mn.

3HayeHus Bbiwe 500 Hr/MN CYMTaOTCA TOKCUYHBIMU U CBSA3aHbl C MOBBILLEHHBIM

PUCKOM CepbE3HbIX MOBGOYHbIX 3PPEKTOB.

®dapMakoreHeTU4eckKuin npodusb



KnomunpamuH

N3MEHEHUSA

dapm. pecTBUe: aHTUAENPECCUBHOE, NCUXOCTUMYNMPYIOLLEE, CeaTUBHOE, TUMONIENTUYECKoe

Toproeble Mapku: AHappaHun®, AHadppaHun® CP, KnoppaHun

CYP2D6
CYP2C19

CYP2D6
CYP2C19

KOHLEHTpaLms TPULMKIIMYECKMUX aHTUAENPeCcCaHToB B OpraHu3Me MOXeT 6biTb
Bbille OXugaemMoi. STO MOXET MOBbIWAaTb PUCK Pa3BUTMS MOBOYHbIX 3GHEKTOB Ha
doHe neueHuss. Cpean BO3MOXHbIX HEXeNaTeNbHbIX peakLmit — CyXoCTb BO pPTY,
3anopebl, COHMBOCTb, FONIOBOKPYXKEHWE, 3aTPyAHEHNE MOYENCTYCKaHUSA, a TaKxXe
HapyLleHUs cepaeyHoro puTMa v Apyrue fo303aBUCUMble NOB6OYHbIE 9QPEKTbI.
PekomeH[0BaHO M36eraTb NPUMeHeHUsI TPULMKIIMYECKUX aHTUAENPECCAHTOB.
Ecnu npyMeHeHWe KnoMunpammnHa sBIsieTcs NpeanoyYTUTENbHBIM C KIIMHUYECKO
TOUYKW 3PEHUS], PEKOMEHAYETCS YMEHbLUMTb HavyanbHyt fo3y Ha 50% Mo
CPaBHEHWIO CO CTaHAaPTHOM. [anbHelLlyto KOpPeKLMo fO3UPOBKH
peKoMeHAyeTCs MPOBOAMTb MOA KOHTPONEM TeparneBTUYECKOro fIeKapCTBEHHOMo
MOHUTOPUHra.

/13-3a 0coB6eHHOCTeN paboThl pepmeHTa CYP2D6 KOHLEHTpaLmMa KnoMunpaMmnHa 1
ero MeTabo/IMTOB B OPraHn3Me MOXET OblTb Bbille 0XUgaeMomn. 3To MoXeT
NoBbILWAaTb PUCK Pa3BUTUS MOBOYHbIX 3pPeKToB Ha GoHe neyeHus. MNpn neyeHnm
aenpeccuun: PekomeHpyeTtcs ncnonob3oBaTtb 50% OT cTaHAapTHOM A03bl
KnomunpamuHa. NMogbop noaaep kmBatoLlen 0o3bl CrnegyeT NpoBOAUTb NoS,
KOHTPONEM KITMHNYECKOM 3PPEKTUBHOCTH, MEPEHOCUMOCTH Tepanum 1
KOHLUEHTpaLMn KnoM1npaMmnHa 1 ge3amMeTUKIoMMnpaMmnHa B niasme KpoBu.
TepaneBTUYECKMI fMana3oH CYMMbl KOHLIEHTpaUui KnoMunpamMmmHa u
aesmetunknomMmunpammnHa coctaenseT 200-400 Hr/mn. 3HayeHus Bbiwe 600 Hr/mn
CYMTAIOTCA TOKCUYHBIMW. [1pn NeYeHnn TPEBOXXHbBIX PAaCCTPONCTB U 06CECCUBHO-
KoMnynbcuBHOro pacctponctea (OKP): Ecnu Ha doHe Tepanum BO3HUKaOT
No60oYHble 3 deKTbI, pPEKOMEHOYETCS paCCMOTPETb CHUXEHME A03bl A0 50% oT
CTaHOAPTHOW C NOCeAYoWMM KOHTpoieM 3pGEeKTUBHOCTHU NeveHmns,
NepeHoCUMOCTM Tepanun 1 KOHLEHTPaLMi KnoMunpamMmmHa u
Ae3MeTunKIoMunpamMmmnHa B nnasme Kpoeu. CnefyeT yuuTbiBaTb, YTO B HacTosILLee
BpeMs OTCYTCTBYIOT JaHHble, NO3BONAIOLME ONPEAEnUTb, MOXHO I CHU3UTb A03Y
HaCTOMIbKO, YTOObI YCTPaHUTb NO60YHbIe 3ddeKTbl 6e3 noTepu 3dPeKTUBHOCTU
neyvyenus. MNMpu 3TOM Kak KITOMUMNPaMUH, Tak U Ae3METUNKNOMUMPaMUH MOTyT
cnoco6CTBOBaTb Pa3BUTUHO MOGOYHbBIX 3GPEKTOB, TOrAa Kak OCHOBHOWM BKag B
TepaneBTUYeCKUA 3GPEKT BHOCUT KITOMUNPAMUH. [11s1 TPEBOXHbIX PacCTPONCTB
TepaneBTUYeCKas KOHLUEHTpauus KnoMunpamumHa coctasnseT okosno 100 Hr/mn
NpW KOHLUEHTPaLUN Ae3MeTunkinoMmmnpammHa meHee 200 Hr/mn. Ons 06CeCCUBHO-
KoMMynbCcuBHOro paccTtponcTa (OKP) LeneBas KOHLEHTpauua KnomMunpammHa
npesbiwaeT 200 Hr/MA NP MUHUMANIBHO BO3MOXHOWM KOHLEHTpauum
Ae3MeTunkinoMmunpamMmmHa. CymmapHas KOHLEeHTpaumsa KnoMmnpaMmuHa um
Ae3MeTuUnKIoMunpamMmHa Bbiwe 600 Hr/Mn cunTaeTcs TOKCUYHOW. ECnv CHMXeHne
003bl HEe NO3BONSAET OOHOBPEMEHHO o6ecnevynTb 3QpPeKTUBHOCTb U XOPOLLYHO
NepeHoCUMOCTb Tepanun, PeKOMeHOYEeTCs PaCCMOTPETb aflbTepHaTUBHbIN
aHTugenpeccaHT. K npenapatam, MeTabo/IM3M KOTOPbIX He 3aBUCUT uUnn B
MeHbLUEen cTeneHun 3aBnUCUT OT akTMBHOCTU CYP2D6, oTHOCATCS, Hanpumep,
uuTanonpam u cepTpasnuH.

®dapMakoreHeTU4eckKuin npodusb
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HopTpunTunuH W3MEHEHMA

dapm. geicTBure: aHTUAENPECCHUBHOE

Toproeble MapKu: HOPTPUNTUNH

CYP2D6

CYP2D6

M3-3a ocobeHHocTeln paboTbl pepmeHTa CYP2D6 KOHUEHTpaLmsS TPULIMKINYECKUX
aHTUOENPEeCCaHTOB B OPraHn3mMe MOXeT BbiTb CYLLECTBEHHO BbILLE OXMUAAEMOW.
OTO MOXEeT MoBbIWaTb PUCK Pa3BUTUA NOBOYHbIX 3QHEKTOB Ha POHE NeveHus.
Cpefv BO3MOXHbIX HexenaTtefbHbIX peakuun — CyXoCTb BO PTY, 3amnopbl,
COHJIMBOCTb, rOSIOBOKPY>KEHWUE, 3aTPYAHEHNE MOYEUCTYCKaHUS, a Takxe
HapyLleHnsa cepaeyvyHoro putma v apyrue fo303aBucuMble No6oYHble 3G PeKThI.
[MprMeHeHre HOPTPUNTUIMHA He pekoMeHayeTcd. CrefyeT pacCMOTPETb CPIC
Ha3HayeHue anbTepHaTMBHOMo NpenapaTta, 3GpGeKTUBHOCTb N 6e30MacHOCTb
KOTOPOro He 3aBUCAT OoT akTuBHOCTU CYP2D6. Ecnu npyMeHeHne HOpPTPUNTUINHA
ABNSETCSA NPeAnoUTUTENbHBLIM C KITMHUYECKOW TOUYKU 3PEHNS, peKOMeHAyeTCs
YMEHbLUNTb HavyanbHyto Ao3y Ha 50% Mo CpaBHEHMIO CO CTaHOAPTHOMN.
[anbHenLyo KoppekLmnto AO03MPOBKN PEeKOMEHAYETCS NPOBOAMUTL MNOA, KOHTPONEM
TeparneBTUYEeCKOro JIeKapCTBEHHOIO MOHUTOPUHTA.

V3-3a oco6eHHocTen paboTbl hepmeHTa CYP2D6 KOHUEHTpaumsa HOPTPUNTUIMHA B
opraHnM3mMe MOXeT ObiTb CYLLECTBEHHO Bbllle 0XUGAaeMON. 3TO MOXEeT NoBbILLATb
PUCK pa3BUTUSA NOBOYHBIX 3PPEKTOB Ha GOHe nedeHus. Cpeam BO3MOXHbIX
HeXenaTefbHbIX peakLmi — CyXOCTb BO PTY, 3arnopbl, COHMBOCTD,
rONIOBOKPY>KEHNE, 3aTPygHEHNE MOYEUCNYCKaHNS, a TakxXe HapyLleHus
CepAeYHoro putMa v gpyrue no3osaBuUcuMble No6oYHble addeKkTbl. [ns CHUXeHUs
puUcKa HexenaTenbHbIX peakuMn pekoMeHayeTcs ucnonb3osaTtb 40% oT DPWG
CTaHLAPTHOM [03bl HOPTPUNTUAMHA. MNofaGop NogaepXXunBatoLLen [03bl
peKoMeHAyeTCs NPOBOAUTL MOA KOHTPOMEM KIIMHUYECKOM 3QOEKTUBHOCTH,
NnepeHoCMMOCTM Tepanun 1 KOHLEHTpaLmm npenapara B niasme KpoBw.
TepaneBTUYECKMIN AMana3oH KOHLEHTpauun HopTpunTunnHa coctasnsget 50-150
Hr/mn. KoHueHTpaumm Bbiwe 250 Hr/M cYnMTatoTCs TOKCUYHBIMU U MOTYT GbITh
CBsI3aHbl C MOBbILLEHHbIM PUCKOM CEPbE3HbBIX MOBOYHbIX 3PPEKTOB.

®dapMakoreHeTU4eckKuin npodusb
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MapokceTuH W3MEHEHMA

dapm. gencTeure: aHTUAENPECCUBHOE, MHIMBMPYOLLEee 06paTHbIM HEMPOHaNbHbIN 3axBaT
CEepPOTOHMHA

Toproeblie Mmapku: Agenpecc, Ano-lNapokceTuH, Nakcun®, MNMapokceTuH, NapokceTnH conopapm,
MapokceTnH-C3, MNapokceTuHa rugpoxnopug remurungpat, CtunuaeH

M3-3a ocob6eHHocTen paboTbl pepmeHTa CYP2D6 napoKCETUH MOXET
3HaUYUTENbHO MefleHHee BbIBOAUTLCA U3 OpraHmM3Ma. 3TO MOXET NPUBOANTL K
MOBbILLEHNIO KOHLEHTPaL MK NpenapaTa B KPOBW U YBENIMYEHUIO pUCKa NOBOYHbIX
apdekToB. Cpenmn BO3IMOXHbIX HeXenaTesbHbIX peakLmil — COHIMBOCTb, TOWHOTA,
rONIOBOKPY>KEHUE, MOBbILEHHas YTOMASEMOCTb, MOT/IMBOCTb, HapyLUeHUs
ceKcyasnbHOM QYHKLMM U Apyrue 0o303aBUCUMble NOGOYHbIE adpdeKTbl. s

CYP2D6 CHUXEHWA pUCKa HexenaTeNbHbIX peakLUuii peKoOMeHyeTcs pacCMOTpeTb CPIC
yMeHbLUEeHNe HavyanbHOW A03bl MapokceTnHa Ha 50% no cpaBHEHWIO CO
CTaHOapTHOW, 6onee MepJjieHHOe yBennyeHme O3NPOBKN N UCMOSIb30BaHWe
noggep>XxuBatoLlen f03bl, CHUXKEHHON Ha 50% No CpaBHEHMIO C NauMeHTamm ¢
HopManbHOM akTUBHOCTbLIO CYP2D6. [JanbHenwas Koppekums Tepanumn AomkKHa
NPOBOANTLCS C YYETOM KINHUYECKON 3PGEKTUBHOCTU NEYEHNS U NEPEHOCUMOCTHU
npenaparta.

KoppeKuma [o31poBKM TOMbKO Ha OCHOBaHUM pesyrnbTaTa TecTa He TpebyeTcs.
CYP2D6 MpenapaT MOXHO MPUMEHSATb MO CTaHAAPTHLIM KIMHUYECKUM PeKOMEeHJaLUsAM C DPWG
06bIYHBIM KOHTPOSIEM 3DHEKTUBHOCTU U MEPEHOCUMOCTU.

TpumunpamuH W3MEHEHWSA

dapm. percTBUe: aHTMAENPECCUBHOE

Toproeble Mapku: 'eppoHan

KOHLEHTpaLMs TPULMKIIMYECKMX aHTUAENPECCAHTOB B OpPraHn3Me MOXET BbiTb
CYLLECTBEHHO BbILLE OXMAAEMON. OTO MOXET MOBbILWATb PUCK Pa3BUTUS MOBOYHbIX
appeKkToB Ha GoHe neyveHus. Cpean BO3MOXHbBIX HEXeNaTeNbHbIX peakunun —
CYXOCTb BO PTY, 3anopbl, COHMBOCTb, FOIOBOKPYXXEHWE, 3aTpyAHEHNE

MOYeunCrycKaHus, a TakxXe HapyLUeHUs CepeYHOro putMa v apyrue
CYP2D6

[,0303aBUCUMble NOBOYHbIE apPeKTbl. [puMeHeHne TpuMmnpammHa He CPIC
CYP2C19

pekoMeHayeTcs. Ecnm npuMeHeHre TpuMunpaMmnHa SBnseTca npeanovTuTenbHbIM
C KJIMHUYECKOW TOUYKN 3PEHUS, PEKOMEHAYETCHA YMEHbLUUTb HaYanbHYy0 JO3Y Ha
50% no cpaBHEHWIO CO CTaHOAPTHOW. [JanbHenwWwyo KOppeKLmo AO3UPOBKN
peKoMeHayeTCs NPOBOAUTL MO KOHTPOMEM TePaneBTUYECKOro eKapCTBEHHOMO
MOHUTOPUHra.
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dnyBokcamuH W3MEHEHMS

dapm. geicTBure: aHTUAENPECCHUBHOE

Toproeble mapku: 30BAPT® CAH, Nddudnok®, PokoHa®, TaHMKceH conodapm, DeBapuH®,
dnysokcamuH, PnysokcamuH KpoHo, ®dnysokcamuH OpraHuka, dnysokcamuH QapMacuHTes,
®dnysokcamuH-C3, ®JTYBOKCAMUH-DapmacuHTes, GnyBokcammHa maneat

M3-3a ocobeHHocTen paboTbl pepmeHTa CYP2D6 koHLUeHTpaumsa ¢riyBokcaMmuHa B
OopraHnM3mMe MOXEeT ObiTb Bbllle 0XXMAAEMOW. TO MOXET NOBbILLAaTh PUCK Pa3BUTUS
NOBOYHbIX 3PPeKTOB Ha GoHe neyeHust. Cpean BO3IMOXHbIX HEXenaTenbHbIX
peakuun — COHNMBOCTb, TOLWHOTA, FOJIOBOKPY>XEHWNE, NOBbILLIEHHas
YTOMIISIEMOCTb, HapYyLUEHUSI CHa 1 Apyrue A0303aBUCUMble MOBOYHbIE 3PPEKTDI.
CYP2D6 [na cHUXeHus pucka H?)KeﬂaTeJ'lebIX peakuun pekoMeHayeTCcs pacCMOTPeTb CPIC
YMEHbLUEHMEe HavanbHOW A03bl piyBoKCaMUHa Ha 25-50% Mo cpaBHEHUIO CO
CTaHpapTHOM 1 6ofee MedJieHHOe yBennyeHne Ao3MpoBKU. B kavecTse
anbTepHaTUBbI MOXET paccMaTpMBaTbCA Ha3HaYeHe aHTUaenpPeccaHTa,
3P PEKTUBHOCTb KOTOPOro B MEHbLLUEN CTEMEHM 3aBUCUT OT akTueHocTu CYP2D6.
[anbHenwas Koppekuus Tepanumn gomKHa NPOBOAUTLCS C YYETOM KIIMHUYECKON
3P HEKTUBHOCTU NEYEHUS U MEPEHOCUMOCTU Mpenapara.

Ceptpanuh CTAHOAPT

(DapM. AEﬁCTBMe: aHTugenpeccmnBHoe

Toproeble mapku: Anesan, AceHTpa, 30no0¢T®, 3onTpanuH conodpapm, CepeHarta, CepnnoT®,
CepTpanunH KaHoH, CepTpanuHa rugpoxnopug, CTumMynoToH®, TopnH®

Koppekuusa neyeHnsi no pesynbtaTtam TecTa He TpebyeTcs. Npenapat MOXHO
CYP2B6 ppeky pesy. peoy penap

NMPUMEHSATb B CTaHZAPTHOW AO3MPOBKE C 06bIYHBbIM KOHTPONEM 3GGEeKTUBHOCTU U CPIC
CYP2C19

No6oYHbIX 3 PeKTOB.

OTpaenbHasi GapMakoreHeTUYeCcKas PeKOMeHAALMS Mo U3MEHEHUIO [03bl UMK
BbIGOPY Npenapata oTcyTcTBYeT. PellueHne crepyeT NpvHUMaTb B COOTBETCTBUM C
CYP2C19 DPWG

KIMMHUYECKUMU MOoKasaHUsIMN, 3PPEeKTUBHOCTbIO, MEPEHOCUMOCTbBIO U
CONyTCTBYHOLWMMU 3a60/1EBAHUAMN.

dapMakoreHeTn4eckunin npocunab



LUuTtanonpam CTAHOAPT

dapm. gencTeure: aHTUAENPECCUBHOE, MHIMBMPYOLLEee 06paTHbIM HEMPOHaNbHbIN 3axBaT
CEepPOTOHMHA

Toproeble mapku: Cnosam, Ymopan®, LUunpamun, Uutanonpam, Uutanonpam-AJICU, LUutanonpama
rmgpodépomug, Linton®

Koppekuus neyeHuns no pesynbratam TecTa He TpebyeTcs. [penapat MOXHO
CYP2C19 NPUMEHATb B CTaHAAPTHOWN A03MPOBKE C OGbIYHbIM KOHTPOMEM 3OPEKTUBHOCTU U CPIC

No604YHbIX 3QPEKTOB.

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

CYP2C19 DPWG
KITMHUYECKUMU MOKa3aHUSAMU, 3GDEKTUBHOCTbLIO, MEPEHOCUMOCTbLIO U

CONyTCTBYOLLMMY 3a60N1E€BAHUAMM.

AcuuTtanonpam CTAHOAPT

dapm. geicTBUE: aHTUMOENPECCUBHOE, UHIMBMPYIOLLEe 06PaTHbIN HEeMPOHaNbHbIA 3axXBaT
CEepOTOHMHA

Toproeble mapku: Mupauuton, Cenektpa, UmusensT, Linnpanekc, 9nuuea®, dnuuea® Ky-tac®,
OcuuTtanonpam, dcuutanonpam KaHoH, Scumntanonpam-AJICH, Scumtanonpam-C3, Scumtanonpama
okcanart

Koppekuus neyeHuns no pesynbraTy TecTa He TpebyeTcs. [penapaT MOXHO
CYP2C19 NPUMEHATb B CTaHAAPTHOWN A03UPOBKE C OBbIYHBIM KOHTPOMEM 3OPEKTUBHOCTU U CPIC

No604YHbIX 3pPEeKTOB.

OTpenbHas bapmakoreHeTMyeckasa pekoMeHaaunsa no U3MeHeHuo 4o3bl Un
BbI6OpPY npenapaTa oTCcyTCTBYeT. PelleHne cnegyet NnpMHUMaTh B COOTBETCTBUN C

CYP2C19 DPWG
KITMHUYECKUMU MOKa3aHUSAMU, 3GDEKTUBHOCTbLIO, MEPEHOCUMOCTbLIO U

CONyTCTBYOLMMY 3a60N1EBAHUAMM.
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ﬁ AHTUNCUXOTUUYECKUE npenapartbl

Apununpason U3MEHEHUA

dapm. gericTBUe: HeponenTUYeckoe, Ans NeYeHus WM3oGpeHnr unm 6UnoNapHoON MaHum

Toproeble mapku: Aounndpan MeHTeHa®, Apununpason, Apununpasona pymapat, Apunpuson®,
3unakcepa®, Panotekc®

M3-3a cHUxXeHHOM akTuBHOCTN CYP2D6 npenapaTt MOXET BbIBOAUTLCA MeANIEeHHee
N HakannueaTbca. CTaHAapTHas [o3a NOBbIWAET PUCK MO60YHbIX 3P PEKTOB.

CYP2D6 . . DPWG
HasHavaite He 6onee 10 mMr/geHb unu 300 mr/mecsy, (68-75% oT cTaHOAPTHOM

MaKCUManbHOW A03bl apununpasona).

Bpekcnunpason W3MEHEHWSA

dapm. percTBUe: HOPMOTUMUYECKOE

ToproBbie MapKu: Pekcantu

V3-3a cHUeHHoM akTMBHOCTM CYP2D6 npenapaT MOXET BbIBOAUTbLCA Mea/ieHHee
N HakannmeaTbCs. Y Ntogen ¢ TaKUM reHeTUYECKUM MPodunemM MOXET ObiTb Bbllle
CYP2D6 DPWG

PUCK pa3BUTUSA NOBGOYHbIX 3GPEKTOB. Vicnonb3yinTe NoNOBUHY CTaHAAPTHOM
[O3UPOBKMY.

Manonepugon N3MEHEHUNA

dapm. percTBUe: aHTUNCUXOTMUYECKOE, HEMPONENTMUYECKOE, MPOTUBOPBOTHOE, CeAaTMBHOE

Toproeble Mapku: anonepugon, Nanonepungon Bendapm, MNanonepupon-AJiCHU, Nanonepungon-
paTnodapm, Nanonepngon-depenH®, CeHopm

/3-3a oco6eHHocTen paboTbl pepmeHTa CYP2D6 KOHUEHTpauumsa ranonepuaona B
OpraHM3mMe MOXET ObiTb Bbllle OXMAAEMON. TO MOXET NOBbILLATh PUCK Pa3BUTUSA
no6oyHbIX adpdekToB. Cpean BO3MOXHbIX HEXenaTeNbHbIX peakuun —
NeKapCTBEHHbIV MNAPKUHCOHN3M, MbllLlEeYHas CKOBAHHOCTb, TPEMOP,
Henpou3BOJIbHbIE ABUXEHUS, akaTn3us (OLlyLLeHNe BHYTPEHHEro 6eCnoKoncTBa u
CYP2D6 DPWG
NoTPe6HOCTb NOCTOSIHHO ABUraTbCsl), @ TakXXe COHMNBOCTb U Apyrue
[0303aBUCKMble NOBOYHbIE 3ddeKThl. PekomeHayeTcsa ncnonb3osatb 60% oT
CTaHpapTHOM J03bl ranonepugona. JanbHenwasn Koppekumsa Tepanum gomkHa
NPOBOANTLCS C YYETOM KINHNYECKON 3POEKTUBHOCTM NEYEHUS, MEPEHOCUMOCTHU

npenapaTa 1 BblpaXX€HHOCTN NOBOYHbIX 3G PEKTOB.
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3YKJIONEeHTUKCON W3MEHEHUSA

dapm. percTBUE: aHTUNCUXOTMUYECKOE, HEMpPONenTMUYecKoe, cefaTuBHOe

Toproeble Mmapku: Knonukcon, Knonukcon eno, Knonukcon-Akydas

M3-3a ocobeHHocTeln paboTbl pepmeHTa CYP2D6 KOHLEHTpaLUs 3yKIONeHTUKCoNa
B OpraHM3mMe MOXET ObITb Bbille OXMAaeMon. OTO MOXET MOBbILWaTb PUCK
pa3BuTUA No6o4YHbIX addeKkToB Ha poHe neyeHns. Cpeam BO3MOXHbIX
HexXxenaTtenbHbIX peakuni — COHIMBOCTb, 3aTOPMOXEHHOCTb, FOSIOBOKPYXXEHNE,

OBuratenbHble HapyLeHUs (B TOM Yncie TPEMOP, MbllleyHasi CKOBaHHOCTb U
CYP2D6 DPWG
akaTusuns), a TakxXe gpyrve fo303aBUCUMble NOGOYHbIE 3DPeKTbI. [N CHUXEHUS
pUCKa HexenaTesbHbIX peakLumi pekoMeHayeTcs ncnonb3osatb 50% oT
CTaHOAPTHOM f03bl 3yKNONeHTMKcona. JanbHenwas KOppekumus Tepanmm gOKHa
NPOBOANTLCS C YYETOM KINHUYECKON 3PGEKTUBHOCTM NEYEHNS U NEPEHOCUMOCTHU
npenapaTa.
WnonepunpoH W3MEHEHVS
CDapM. AeﬁCTBMe: dHTUNCUXOTNYECKOe, OaNnd nevyeHnd I.IJVI30d)peHVIVI
Toproeble MapKu: VnonepnaoH
/13-32 0COBEHHOCTEW BbIABIEHHOIO FrEHETUYECKOrO BapuaHTa MOXET 6biTb
MOBbILLEH PUCK Pa3BUTUS MOBOYHbIX peakuuin, BKIOYasa yanMHeHne nHtepesana QT.
CYP2D6 . FDA
[lna CHUXXEeHUs pncka HexxenaTenbHbIX peakLuni peKoMeHayeTCsl YMEHbLUNTb A03Y
npenapaTta Ha 50% Mo cpaBHEHWUIO CO CTaHAaPTHOWN.
Mumosup N3MEHEHMA
dapm. gencTBmue: aHTUNCMXOTUYECKOe, cefaTUBHOE
Toproebie MapkKu: [umosng,
V3-3a oco6eHHocTen paboTbl pepmeHTa CYP2D6 KOHUEHTpaumsa nnMmo3nga B
OopraHM3mMe MOXEeT OblTb CYLLECTBEHHO BblLLEe 0XWOAEMON. OTO MOXET NOBbILLATb
pUCK yOoJIMHEeHUs nHtepeana QT Ha aneKTpoKapAMorpaMmMe U pa3BUTUS OMaCHbIX
HapyLUEeHUA CepaeyYHoro puTma, BKIIOYas XenygouyKoBYH TaXMKapguio Tuna
CYP2D6 «torsade de pointes». [1519 CHUXEHUS pUCKa CEPOEYHbBIX OCTOXHEHNIN He DPWG

peKoMeHayeTCs NpeBbiWaTh Cieaytowme CyToUYHble f03bl MMMO3naa,
cooTBeTcTBYytOWME 50% OT CTaHAAPTHON MakCcMManbHOW [O3bl: A5 NaLMeHTOB B

Bo3pacTe 12 net u ctapwe — 10 Mr B CyTKU; AN1s NauneHToB Mnagwe 12 net —
0,05 mr/kr maccbl Tena B CyTKMU, HO He 6onee 2 Mr B CYTKMW.
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PucnepupoH N3MEHEHUA

dapm. gencTBue: aHTUNCUXOTUYECKOE, HEMPONENTUYeCcKoe

Toprosble Mapku: JlenTuHopm, PesaneH, Punent, PucgoHan®, Pucnakcon®, PucnepuoH,
PucnepugoH KaHoH, PucnepugoH OpraHuka, PucnepugoH dkcnpecc KaHoH, PucnepungoH-BEPTEKC,
PucnepugoH-KPKA, PucnepunagoH-C3, Pucnonent®, Pucnonent® Keuknet, Pucnonent KoHcTa®,
Pucnontokc®, Puccet®, Cnepungan®, TopeHpo®, TopeHOo® Ky-Tad

M3-3a ocobeHHOoCTeN paboTbl pepmeHTa CYP2D6 KOHLEHTpaumsa pucnepmaoHa B
OopraHnM3mMe MOXEeT ObiTb Bbllle OXMAAaeMOon. OTO MOXET NOoBbILaTb PUCK Pa3BUTUSA
NoGOYHbIX 3GDEKTOB CO CTOPOHbI LLIeHTPanbHON HEPBHOM cucTeMbl. Cpeam
BO3MOXHbIX HeXenaTesbHbIX peakuMn — COHIMBOCTb, 3aTOPMOXEHHOCTb,
rOfIOBOKPY>KEHWe, ABUratefibHble HapyLleHus (B TOM YMcie TpeMop, MbllleyHas
CYP2D6 DPWG
CKOBAHHOCTb U aKaTu3us), a Takxxe gpyrue 40303aBUCUMble NOOOYHbIE 3OPEKTbI.
[Ns CHUXeHNs pucKa HexxenaTeNbHbIX peakuni peKoMeHayeTcs UCNonb30BaTh
67 % OT cTaHZapTHOM 03bl pucnepuaoHa. Ecnun Ha doHe neyeHna BO3HMKaOT
no6oYHble ahPeKTbl CO CTOPOHBI LLIeHTPanibHON HEPBHOM CUCTEMbI, PEKOMEHAYEeTCA
paccMOoTpeTb fafbHenlee CHMXeHne fo3sbl 4o 50% OT cTaHAapPTHOW.

TuopugasuH U3MEHEHMA

dapm. percTBUE: aHTUNCUXOTMUYECKOE, CeaTUBHOE, NoKa3aH AJ1si IeYeHns GOJbHbIX LWM30pPEHUEN,
KOTOPbIM HE MOMOratT ApYyrMe aHTUNCUXOTMYECKMe npenapaThbl

Toprosble mapku: CoHanakc®, TuogasuH, TnopugasvH, Tnopun, TMCOH®

M3-3a 0COBEHHOCTEN BbIIBNEHHOTO reHETUYECKOro BaphaHTa MOXET 6bliTb
CYP2D6 MOBbILLEH PUCK PA3BUTUA MOBOYHBIX PeaKLmMii Mpu NpPYMeHeHUN Npenapara, FDA
BK/IlOYasA yanvMHeHue nHTepsana QT. MpuMeHeHWe NpenapaTa He PpeEKOMeHAyeTCs.

KeeTnanuH CTAHOAPT

dapm. gencTBue: aHTUNCUXOTUYECKOE

Toproeble Mapku: 'egoHnH, KBeHTnakc®, KeeHTnakc® CP, KsetnanuH, KBETUATTMH ABEKCUMA,
KeetnanuH KaHoH, KseTnanuH KaHoH lMponoHr, KBETUATMH MPOJIOHI -AJTMYM, KBeTuanuH CaH,
KBETUATMUH-ATTNYM, KeeTnanuH-BEPTEKC, KeeTnanunH-Buan, KsetnannH-C3, KBeTnanuHa
remupymapat, KsetnanunHa ¢pymapart, Ksetutekc®, Keetutekc® lNMponoHr, Ketnnent®, KotonmHekc®,
CepButenb®, Cepokenb®, CepokBenb® [ponoHr

OTpenbHasi GapMakoreHeTUYeCcKas PeKOMeHAALMS Mo U3MEHEHUIO [03bl UMK
BbIGOPY Npenapata oTcyTcTBYeT. PellueHne crepyeT NpvHUMaTb B COOTBETCTBUM C
CYP3A4 DPWG

KIMMHUYECKUMU MOoKa3aHUsIMN, 3pPEKTUBHOCTbLIO, MEPEHOCUMOCTbBIO U
CONyTCTBYHOLWMMU 3a60/1€BAHUAMN.
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ﬁ MHrméuTopbl NPOTOHHOW NOMIbI

DekcnaHconpason WN3MEHEHUS

dapm. geiicTBUE: NPOTMBOA3BEHHOE

Toprosble Mapku: [lekcunaHt®

PekomeHayeTcsi HaUMHATL NNeYeHne Co CTaH4APTHOM CYTOYHOM A03bl
JekcnaHconpasona. Npu neyeHnn nHpexkumm Helicobacter pylori n apo3nsHoro
330¢parnta peKoMeHayeTcss pacCMOTPETb yBenmyeHne fosbl Ha 50-100% no

CYP2C19 N CPIC
CpaBHeHUo co cTaHgapTHon. CyTouyHasa [03a MOXeT 6biTb pasfesnieHa Ha
HEeCKOJbKO NPUEMOB. DPPEeKTUBHOCTb Tepanun peKoMeHAyeTcsi KOHTPONMpoBaTh
Mo KIIMHNYECKOMY OTBETY Ha JieHeHNe.
NaHconpason N3MEHEHS

dapm. percTeue: NPOTUBOA3IBEHHOE

Toproeble MapkKu: J1aH3a6en®, flaH3an®, JTAHCOH-A®, NNaHconpa3son, JflaHconpason nenneThl,
JNlaHunp®, JlosHzap-caHoBeNb, INUKYpP®

PekomeHayeTcsi HAUMHATL NNeYeHne Co CTaH4APTHOM CYTOYHOM A03bl
naHconpasona. Mpu nevyeHnn nHdekumm Helicobacter pylori n apo3mMBHoOro
330¢parnta peKoMeHayeTcss pacCCMOTPETb yBenumyeHune fo3bl Ha 50-100% no

CYP2C19 y
CpaBHEHUIO CO CTaHZapTHoW. CyToYHas [03a MOXET OblTb pasfesieHa Ha

CPIC

HeCKOobKo NPUEMOB. PPEeKTUBHOCTb Tepanuu PEKOMeHAYeTCs KOHTPONMPOBaTh
Mo KIIMHUYECKOMY OTBETY Ha JleyeHue.

OToenbHas papMakoreHeTUyeckas pekomMeHaaUms no U3MeHeHUIo [03bl Un
BbIGOPY MpenapaTta oTCyTCTBYeT. PelueHve cregyeT NpMHMMaTh B COOTBETCTBUM C

CYP2C19 DPWG
KIIMHUYECKUMM MoKa3aHUaAMU, 3PEeKTUBHOCTbIO, MEPEHOCUMOCTbIO U

conyTcTByrOLMMU 3abo1eBaHUAMMN.
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Omenpa3son U3MEHEHMA

dapm. geiicTBUeE: NPOTMBOA3BEHHOE

Toproebie mapku: TACTPOLIEKT, MNacTtpo3on®, Nactpomes, Jlocek® MATIC, Oman, OMOXEHNKC®,
OwmeBen, Omes3®, Ome3® NHcTa, Omenpa3son, Omenpason Bendapm, Omenpason O-p Pepaunc,
Owmenpason HaTpusa, Omenpason HaTpua moHoruapat, Omenpason NCK, Omenpason PeHesan,
Owmenpason WTaga, Omenpason-0OBL, Omenpa3son-AkpuxuH, OMEMNPA3OJI-BEJTMEL], Omenpa3son-
Tea, Omenpason-tOkea, OMnzak®, Omutokc, OMmuTokc NacTpo®, OptaHon®, NMneom-20,
MPO30JIMAKC, Mpomes, Pomecek®, Ynukyc®, Ynko3on®, Ynbton®, Xenuuug

PekomeHayeTcst HaUMHATL NeYeHne Co CTaHLAPTHOM CYTOYHOM A03bl OMenpasona.
Mpw neyeHun nHdekuum Helicobacter pylori 1 apo3nBHOro asodaruta
peKkoMeHayeTcs paccMoTpeTb yBennyeHune o3sbl Ha 50-100% no cpaBHEHUIO CO

CYP2C19 ; . CPIC
cTaHgapTHon. CyTo4Has f03a MOXEeT OblTb pa3fefieHa Ha HECKOMbKO NMPUEMOB.
OPPEKTMBHOCTb Tepanunm PeKOMeHOYETCS KOHTPOMPOBATh MO KIMHUYECKOMY

OTBETY Ha ie4vyeHune.

OTpenbHas dapmakoreHeTMUYecKasi peKoMeHZaums no M3MeHeHUIo [03bl UK
BbIGOPY NMpenaparta oTCyTCTBYeT. PelleHne cneayeT NpMHUMaTh B COOTBETCTBUM C

CYP2C19 DPWG
KIMHMYECKMMU NMOKa3aHNAMU, 3QDEKTUBHOCTBIO, MEPEHOCUMOCTbBIO U

COMyTCTBYIOLMMM 3a60SIEBAHUSMU.

MaHTONpason U3MEHEHUSA

dapm. geiicTBUe: NPOTUBOA3BEHHOE

Toproeble Mapku: 3nnaHtona, KoHTponok®, Kpocauug, Honbnasa®, NMaHTas, MNaHTonpason,
MAHTOIMPA30J1 ABEKCVMA, MaHTonpason KaHoH, MNaHTonpason HaTpus, NaHTonpason HaTpus
ceckeurngpart, MNaHTonpason-AkpuxuH, NMaHtonpason-BEPTEKC, MNaHTonpason-3asaHcy, NaHym®,
MenTason, NuxeHym, MNMynoped®, CaHnpas®, YncenaH, Ynbtepa

PekomeHayeTcsi HAUMHATL NNeYEHNe CO CTaH4APTHOM CYTOYHOM AO3bl
naHtonpasona. lNpu nedeHnn nHdpekumm Helicobacter pylori n apo3nBHoro
330¢parnta peKoMeHayeTcss paCCMOTPETb yBenmyeHune fo3bl Ha 50-100% no
CYP2C19 y CPIC
CpaBHEHUIO €O cTaHZapTHoW. CyToYHasa Jo3a MOXET 6biTb pa3feneHa Ha
HECKOJIbKO NPUEMOB. DPPEKTUBHOCTb TepanUn peKoMeHAYeTCst KOHTPONNPOBaTb

Nno KNMHNYEeCKOMY OTBETY Ha JieueHune.

OTpencHas dapmakoreHeTUYecKaa pekoMeHgaumsa no U3MeHeHuo 403bl Uun
BbI6OpPY npenapaTa oTCcyTCTBYeT. PelweHne cnegyet NnpMHUMaTh B COOTBETCTBUN C

CYP2C19 DPWG
KIMHWYECKUMU MoKasaHnsaMN, 3GpeKTUBHOCTbIO, MEPEHOCUMOCTbIO U

COMyTCTBYOLMMM 3a60SIEBAHUAMUA.
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ﬁ OnuounpgHble aHaNnbreTUukKu

KopeunH W3MEHEHUS
dapm. percTeue: aHanbresupytollee (onMomagHoe), aHTManapenHoe, NPOTUBOKALLIEBOe

ToproBble Mapku: KogenHa ocHoBaHue, KogenHa ¢pocoat remurngpat, KogenHa ¢pocoar
nonyrugpat, HypooeH® lNntoc, KogenH+lNapayetamon

M3-3a ocobeHHoCTeln paboTbl pepmeHTa CYP2D6 KOAEMH MOXET XyXKe
npeBpaLlaTbCs B CBOK aKTUBHYO popmy — MopduH. B pesynbTate
o6e3b6omBatoLLmi ahPeKT npenapata MOXeT ObiTb HEAOCTAaTOYHbIM faXke Npu

CYP2D6 NPUMeEHEeHUN CTaHAapTHbIX J03. [IpMeHeHne KofenHa He pekoMeHayeTcs. Mpu CPIC
Heo6X0AMMOCTU Ha3HaYeHNsA ONMMOMAHOIro 06e360/MBatoLLIEro Npenapara
pekoMeHayeTCsl pacCMOTPeTb albTepHaTUBHbIE BapuaHTbl. TpamMagon Takxe He
peKoMeHayeTCs, MOCKOJIbKY ero AenCcTBue 3aBUCUT OT Toro xe pepmeHta CYP2D6.

Mpy NpUMEHeHNN KofenHa AN NeYeHus Kalis KOppekums Tepanum Ha OCHOBaHWU
pe3ynbTaToB reHeTUYECKOro TeCTUPOBaHUS He TpebyeTcsa. MNpu npuMeHeHun
KoAevHa s NeYeHns 6051 UMEKOLLMXCA SaHHbIX HELOCTaTOYHO AA pa3paboTKu
06OCHOBaHHbIX PeKOMEeHZauUMM No U3MEHEHUIO f03MPoBKK. OgHaKo n3-3a
0Ccob6eHHOCTelN paboTbl pepmeHTa CYP2D6 KOLENH MOXET Xy>e NpeBpallaTbCs B
CBOIO aKTUBHYO popMy — MOPOUH. 3TO MOXET NPUBOANUTL K CHUXKEHUIO
o6esbonuBatoLlero apdekta npenapaTta. 1o BOZMOXHOCTU peKOMeHAyeTCs
CYP2D6 y ; DPWG
paccMOTpeTb anbTepHATUBHbBIN 06e360NMBatoLWLMK NpenapaT. TpamMagon He
peKoMeHayeTCsl, MOCKOJIbKY ero AenCTBue Takxke 3aBUCUT OT akTuBHocTn CYP2D6.
Mop®uH He MmeTabonusumpyetcs yepe3 CYP2D6. OKCMKOAOH MeTabomnsmpyeTcst
yepe3 CYP2D6 nuwb 4aCTUYHO, U 3TO HE OKa3blBaeT CYLLEeCTBEHHOro BIUSHUSA Ha
ero o6es6onusaroLummn addpekt. ECnn npumeHeHne anbTepHaTMBHOIO NpenapaTta
HEBO3MOXHO, PEKOMEHAYETCS YyUYnTbIBaTb BEPOATHOCTb HEAOCTaTOYHOIO

06e360MBaHNA Ha GoHe NneyeHus U oueHnBaTb 3GHOEKTUBHOCTb Tepanuu.

OnuuepuauH N3MEHEHUA

dapm. gencrTeue: HEMPOTPOMNHOE, ONMUOUAHBIN aHaNbreTuk

ToproBbie Mapku: OnuuepuamnH

M3-3a 0COBEHHOCTE BbISIBMIEHHOIO reHeTMYECKOro BapuaHTa NoBblleH PUCK
Pa3BUTMS MNOBOYHBIX PeaKLmii MpY NPUMEHEHWM Npenapara, BKIoYas yrHeTeHve
CYP2D6 [bIXaHUS U BblpaXeHHyto cefaumto. [ns CHUXEHUS pUCKa HexXenaTenbHbIX FDA
peakLmMil MOXeT NMoTpe60BaThCA YBENMUYEHNE HTepBana Mexay npuemamu
npenapara.
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Tpamapon W3MEHEHUS

dapm. gencTeue: aHanbresmpyrowee (onMomaHoe)

Toproeble mapku: Tpamagon, TPAMALOJT ABEKCUMA, TPAMALOJ1 KAJTILUEKC, 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 06e360mBarowmin appexT
npenapaTa MOXET 6bITb HELOCTAaTOYHbIM AaXe MNPy NPUMEHEHUN CTaHAAPTHbIX
CYP2D6 0o3. NpumMmeHeHne Tpamagona He pekomMmeHgyeTcs. [Npn Heo6XoANMOCTHU CPIC
06e360M1BaHnA criefyeT pacCMOTPETb anbTepHaTUBHbIE NpenapaThl. KogeuH
TaKXXe He peKOMeHLYeTCS, MOCKOJIbKY ero 4eNcTBMe 3aBUCUT OT TOTO XXe
depmenTa CYP2D6.

V3-3a oco6eHHocTen pab6oTbl pepmeHTa CYP2D6 HEBO3MOXHO TOYHO
npenckasaTb BANSHUE FEeHETUYECKOro BapuaHTa Ha o6e36onunsatowmnin apdexT
Tpamagona. 3To CBA3aHO C TeM, YTO NpU n3MmeHeHun aktusHocTn CYP2D6
MEHSIETCHA COOTHOLLEHNEe MeXY UCXOOHbIM NpenapaTtoM U ero akTUBHbIM
MeTabOoNIMTOM, KOTOpble MO-pasHOMY Y4acTBYHOT B pOPMUPOBAHUN
obesbonuBatoero apdpekra. PekomeHayeTcsa yuYnTbiBaTb BO3IMOXHOCTb
HefoCTaTOYHOro 06e36onnBaHusa Ha GoHe neveHus. Mpun HegoOCTaTOYHON
3hDEKTUBHOCTM Tepannmn MOXeT paccMaTpmUBaTbCH yBendYeHne 0o3bl Tpamagona.
CYP2D6 DPWG
Ecnun aTo He o6ecneynBaeT gocTatoyHoro adpdekra, pekoMeHayeTcss pacCMOTPETb
anbTepHaTUBHbIM 06e360nmMBatoLWmMi Npenapat. KogenH He pekoMeHayeTcs,
MOCKOJIbKY €ro AenCcTBMe TakXe 3aBUCUT OT akTuBHOCTU CYP2D6. MopduH He
MeTabonuanpyeTcsa Yepes CYP2D6. OKCMKO[OH MeTabonn3npyeTcs yepes
CYP2D6 nuiwb 4aCTUYHO, MU 3TO HEe OKa3blBaeT CYLLECTBEHHOIO BUAHNS Ha ero
o6e36omBatoLWmm apdeKT. ECnm npuMeHeHre anbTepHaTUBHOMO npenapaTa
HEBO3MOXHO, PeKOMEHYEeTCA KOHTPONNPOBaTb 3GPEKTUBHOCTbL 06€360MBaAHNS U

npy HEO6XOAMMOCTU KOPPEKTUPOBAaTL Tepanuio.
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ﬁ I'IpOTMBoonyxoneBble npenapatbl

TamokcudeH U3MEHEHUS

d)apM. neucrTeue: AHTUSCTPOreHHoe, NpoTnBoonyxosieesoe

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

M3-3a ocobeHHocTeln paboTbl pepmeHTa CYP2D6 TaMOKCUdEH MOXKET Xy>Ke
npeBpaLLaTbCsa B CBOK aKTUBHYIO GopMy. B pesynbTaTe apPeKTUBHOCTb
rOPMOHasnbHOM Tepanmm MOXET BblTb CHUXEHA, YTO MOTEHLMaNbHO CBA3aHO C
MOBbILLIEHHBIM PUCKOM peunansa ropMOHO3aBUCHMOro paka MOJIOYHON XXenesbl.
PekomeHpyeTcs 06CyanTb € NevallumMm OHKONOroM BO3MOXHOCTb NPUMEHEeHUs
anbTepHaTUBHOM SHOOKPUHHON Tepanuu. [ns XeHLWMH B NOCTMeHonay3e
npeanoYTUTENbHbIM BapyaHTOM MOTYT 6bITb MHIMOUTOPLI apomaTasbl. s

CYP2D6 CPIC
>XEHLUWH B NpeMeHoray3e MOXeT pacCcMaTpuBaTbCsd KOMOUHaUNA UHTMOUTOPOB
apomaTasbl ¢ nogasneHnemM GyHKUNN SUYHUKOB. ECniv npMeHeHne MHrM6UTOpOoB
apomaTasbl HEBO3MOXHO M3-3a NPOTUBOMOKAa3aHUM UM HEMEPEHOCUMOCTH,
MOXeT paccMaTpuBaTbCA yBeNnyeHne 0o3bl TaMokcupeHa no 40 Mr B CyTKu.
OpHako Jaxke rnpuv NoBbILWEHUM A03UPOBKM aKTUBHOCTbL npenapaTa MoXeT
0CTaBaTbCs HUXE 0XNOAEMOM, MOCKOJIbKY KOHLEHTpaLus ero akTuBHom Gopmebl
NoBbIWAETCH NULb YaCTUYHO.

M3-3a ocob6eHHocTen paboTbl pepmeHTa CYP2D6 TaMoKCUBEH MOXKET XyxKe
npeBpaLlaTbCA B CBOK aKTUBHYIO GOpMY — 3HAOKCUPEH. B pesynbtate
30 PEeKTUBHOCTb TEPANUM MOXET BbITb CHUXEHa. PeKoMeHayeTCca pacCMOTPETb
Ha3HayeHWe anbTepHaTUBHOW FOPMOHasbHOM Tepanuu. [1s XeHLWuH B
NnocTMeHonay3e BO3MOXHOWN anbTepHaTUBOMW ABNAKOTCA MHIMOUTOPLI apoMaTasbl.
CYP2D6 Ecnu BbiGpaH TaMOKCUdEH, peKOMeHAYyeTCA yBENMUUTb 03y A0 40 Mr B CYTKU U DPWG
KOHTPONMPOBaTb KOHLEHTPaUMIO aHAoKCudpeHa. ViccnepoBaHumsa nokasblBaroT, YTo Y
NauMeHTOB CO CHUXXEHHOM akTUBHOCTbIO CYP2D6 yBenuueHve fo3bl TaMoKCcUdeHa
[0 40-60 Mr B CyTKM MOXET MO3BONUTb AOCTUYb TepaneBTUYECKUX KOHLIEHTpaLuui
aHAokcudeHa. 1o BO3MOXXHOCTU peKoMeHayeTcs usberatb O4HOBPEMEHHOIO
npuMeHeHus MHrnéutopoB CYP2D6, NOCKONbKY OHU MOTYT OOMOSHUTENbHO
CHUXaTb o6pa3oBaHne aHOOKCUPeHa U 3IGDEKTUBHOCTbL NleYeHus.

benuHocTaT CTAHOAPT

dapm. percteue: He ykasaHo

ToproBbie MapkKu: —

OToenbHas papMakoreHeTUyecKkas pekoMeHaaUms no N3MeHeHUIo [03bl Un
BbIGOPY MpenapaTa oTCyTCTBYeT. PelleHue crefdyeT NpUHUMaTh B COOTBETCTBUM C
UGT1A1 FDA

KIMMHUYECKUMU MOoKasaHUsIMN, 3PPEeKTUBHOCTbIO, MEPEHOCUMOCTbBIO U
COMyTCTBYHOLWMMM 3a60/1EBAHNUAMN.

®dapMakoreHeTU4eckKuin npodusb
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MpuHoTekaH CTAHOAPT

dapm. geicTBUE: NPOTMBOOMYXONEBOE, LUTOCTATUYECKOE

Toprosble Mapku: VipuHoBa, VipnuHoTekaH, VipuHoTekaH megak, VMipuHotekaH-AMEAPT,
NPNHOTEKAH-OXX, NPUHOTEKAH-MPOMOMEL, VipuHoTekaH-TeBa, NpuHoTekaH-Punakcuc,
NpnHoTekaHa rugpoxnopug, MpuHotekaHa rugpoxnopug, - JToHr LeHr Gapma Numuten®,
VipuHoTekaHa rugpoxnopuga Tpurngpat, MpuHoten, Nputepo®, Kamntepa, Kamnto®, KamnTto® LIC,
OHMBana® nernnnpoBaHHbIN NMNOCOManbHbIN

OTpenbHas GapmMakoreHeTUyeckas peKoMeHAaLUmMs No UMEHEHUIO [03bl UK
BbIGOPY Mpenapata oTCyTCTBYeT. PelueHne crneayeT NpuHUMaTh B COOTBETCTBUN C
UGT1A1 DPWG

KIMMHNYeCKUMU NOoKa3aHNAMMU, SCD(DEKTVIBHOCTb}O, NnepeHOCMMOCTbIO U
conyTcTByrOLLIMMU 3a601eBaHUAMMN.

Kaneuuta6uH CTAHOAPT

dapm. gericTBUE: NPOTUBOOMYXONEBOE

Toproeble Mmapku: KabeuunH, KanameTtnH® 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 3 . y CPIC
BBELEHWS, NPefyCMOTPEHHbIX AeNACTBYHOLWEN MHCTPYKLMEN MO MeaULMHCKOMY

NnPpUMEeHeHUro npenaparta.

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

KIMMHNYeCKUMU NOoKa3aHNAMMU, SCD(DEKTVIBHOCTb}O, NnepeHOCMMOCTbIO U
conyTcTByrOLLIMMU 3a601eBaHNAMMN.

Cauutysymab roeuTeKkaH CTAHIAPT

dapm. gericTBUe: UMMYHOMOAYNMpPYOLLEe, MPOTUBOOMYXONIeBOe

Toproeble Mapku: Tpoaensu

OTpencHas bapmakoreHeTMyeckasa pekoMeHaaunsa no U3MeHeHuo 4o3bl Un
BbI6OpPY npenapaTa oTCcyTCTBYeT. PelweHne cnegyet NnpMHUMaTh B COOTBETCTBUN C

UGT1A1 FDA
KITMHUYECKUMU MOKa3aHUSAMU, 3GDEeKTUBHOCTbLIO, MEPEHOCUMOCTBLIO U

COMyTCTBYOLMMM 3a60SIEBAHUAMUA.
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Teradpyp

CTAHOAPT
dapm. pencTBue: NPOTUBOOMNYXONEBOE, LUTOCTATUYECKOE
Toproeble mapku: ®Topadyp®
OT/J,eJ'leaFI (DapMaKOFeHeTW-IGCKaH pekoMeHgauna no USMeHeHUo O03bl NN
Bbl60py npenapata OTCYyTCTBYET. PeweHnne cnepgyet npuHMMaTb B COOTBETCTBUN C
DPYD DPWG
KNMMHN4YeCKUMU NOKa3aHUAMMU, 3¢¢eKTMBHOCTbPO, NnepeHOCUMOCTbIO U
COMYTCTBYIOLUMMMN 3a60N1€BaHUAMM.
®Topypauun CTAHZAPT

dapm. percTBUue: NPOTUBOOMNYXONEBOE, LIUTOCTATUUYECKOE

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

KoppeKkuusa Tepanumn Ha OCHOBaHUU pe3ynbTaToB FeHeTUUYECKOro TECTUPOBaHNSA He

TpebyeTca. [NMpenapaT peKoOMeHAyeTCs MPUMEHATb B O3UPOBKE U pexnme
DPYD . ) } CPIC
BBefeHuUda, npeayCMoTpPeHHbIX AeUCTBYoWen MHCTPpYKUmMen no meguumHCKoMy
NPUMEHEHNUIO.
OT/J,eJ'IbHaFI (DapMaKOFeHeTW-IGCKaH pekoMeHgauna no USMeHeHUo O03bl NN
Bbl60py npenapata OTCYyTCTBYET. PeweHnne cnepgyet npuHMMaTb B COOTBETCTBUN C
DPYD DPWG
KNMMHN4YeCKUMU NOKa3aHNAMMU, 3¢¢eKTMBHOCTbPO, NnepeHOCUMOCTbIO U
CONyTCTBYHOLWMMN 3a60S1EBAHUAMMN.
ApAadUTUHUG CTAHOAPT
dapm. geincrTeure: NPOTUBOONYXONEBOE
ToproBble Mapku: banesepca
OTp,eanaﬂ cbapmaKoreHequeCKaq pekoMeHaauna no USMeHeHUo 0o3bl Unn
BbIGOPY NpenapaTa oTCYTCTBYET. PelleHne cnegyeT NpuUHMMaTh B COOTBETCTBUN C
CYP2C9 FDA
KNMMHNYeCKUMU NMOKa3aHUAMMU, 3¢(|)eKTVIBHOCTbI-O, NnepeHOCUMOCTbIO U

conyTCcTByrOLLIMMU 3a60neBaHUSMMU.
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[@ MpoTueopBOTHBLIE NpenapaTbl

MeToknonpamup, N3MEHEHUA

d)apM. AeﬁCTBMe: NMPOKNHEeTn4YeCKoe, NPpoTMBONUKOTHOE, NMPOTUBOPBOTHOE

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

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

M3-3a 0COBEHHOCTEN BbISIBIEHHOIO MrEHETUYECKOrO BapuaHTa MOXEeT 6biTb
MOBbILLEH PUCK Pa3BUTUS MOBOYHbIX Peakuuin Mpu NpMMeHeHun npenapata. Ons
CHMXXEHUS PUCKa HeXenaTellbHbIX Ppeakunin peKOMEHAYETCA YMEHbLNUTb J03Y
CYP2D6 npenapaTa. Mpu nedyeHmmn ractpoasodareanbHom pedntokcHom 6onesHun (FOPB) FDA
pekoMeHayemMas cxeMa Tepanuu cocTaBnsieT 5 Mr yeTblpe pasa B CyTkM (3a 30
MUHYT [0 Kakgoro npuema nuwm v nepeg cHom) unm 10 Mr Tpu pasa B CYTKM.
MakcumanbHaa cyToyHas fo3a 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®, OHgaHCceTPOH-OcKoM, OHOaHCeTpoHa rngpoxnopug, OHagaHceTpoHa
rngpoxnopua agurngpat, OHgaHceTpoHa rugpoxnopua-JloHr WeHr @apma Jiumuteg®, OHgaHceTpoHa
rugpoxnopuga gurugpat, OceTpoH®, OmeceT®

OTgenbHasa papmMakoreHeTUYecKas peKoMeHaaLms no U3MeHeHUo 403bl Un

BbIGOPY Mpenaparta oTCyTCTBYeT. PelueHne crneayeT NpuHUMaTh B COOTBETCTBUN C
KIMHUYECKUMU NOKa3aHUAMU, 3GGEKTUBHOCTBIO, MEPEHOCUMOCTbLIO U1

CYP2D6 CPIC

COMyTCTBYHOLWNMN 3a60/1€BaAHUAMMU.

TponuceTpoH CTAHOAPT

®apm. pencreue: NPOTUBOPBOTHOE

Toproeble Mapku: TponMHAON®, TponnuceTpoHa rmapoxIopusg,

OTpencHas bapmakoreHeTMyeckasa pekoMeHaaunsa no U3MeHeHuo 403bl Un
BbI6OpY npenapaTa oTCcyTCTBYeT. PelweHne cnegyeTt NnpMHUMaTh B COOTBETCTBUN C
CYP2D6 CPIC

KIMHUYECKMMU NOKa3aHNAMU, 3ODEKTUBHOCTBIO, MEPEHOCUMOCTbLIO U
COMyTCTBYOLMMM 3a60SIEBAHUAMUA.

dapMakoreHeTn4eckunin npocunab
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@ Opyrue npenapartbi

ATOMOKCEeTUH WU3MEHEHUA

d)apM. AeﬁCTBM92 cnmMnatomMmmMmeTmn4yeckoe, CEeNEeKTUBHbIN VIHFVI6I/ITOp O6paTHOFO 3axBaTa
HOpaApeHasinHa, NpuMeHArT Npu CMHapoMe ,El,e¢VIL|,VITa BHVIMaHI/IFI/FVII'IepaKTVIBHOCTVI

Toproeble Mmapku: ATOMOKCeTUH, ATOMOKCeTUH KaHoH, [IncmakcuH, KorHnttepa, Ctpatrepa®

M3-3a oco6eHHocTen paboTbl pepmeHTa CYP2D6 aTOMOKCETUH MOXET MefieHHee
BbIBOAUTLCS U3 OpraHunama. B pesynbTaTe KOHLEHTpaumsa npenapaTa B KPOBU
MOXeT 6bITb B 811 pa3 Bbille N0 CPaBHEHMIO C NaumeHTamMu ¢ HoOpMalsbHOM
akTuBHOCTbIO CYP2D6 npu Ncnosib30BaHUM TeX e A03MPOBOK. OTO MOXET
COMNPOBOXAaTbCA MOBbILLEHMEM PUCKA MOBOYHbBIX 3PPEKTOB, BKIOYAA CHUXKEHNE

CYP2D6 anneTuTa, pBOTY, 60Mb B XXUBOTE, 3anop, 6€CCOHHULY, paHHee Npoby>KaeHune, DPWG
COHNIMBOCTb, Pa3f4paXnTefbHOCTb, pacluMpeHme 3paykoB 1 3ya,. PekomeHayeTtcs
HauMHaTb SleYeHne Co CTaHOAPTHOM CTapTOBOMW [03bl, YUUTbIBAs, YTO YBENNYEHNE
[03UPOBKK, BEPOATHO, He noTpebyeTcs. Ecnu npenapaT adpdeKTUBeH, HO
BO3HMKAIOT MOBGOYHbIE 3PPEKTbI, PEKOMEHAYETCH PAaCCMOTPETb CHUXEHME [,03bl U
OLEHWTb, COXPaHAETCH NN TepaneBTUYECKUA 3PEKT NOCNe KOPPEKLMN
0O3UPOBKW.

Ban6eHa3uH M3MEHEHUA

dapm. geicTBUE: HENPOTPONHOE, A5 IeYeHUs NO34HEN AUCKUHE3NM, HEBPOMOrMYECKOro
pacCTPONCTBA, Bbi3blBatOLLErO HEMPOU3BObHbIE ABUXEHNSA (4aCcTo YentocTu, ryé u A3blka), KoTopoe
MOXEeT BO3HUKHYTb Ha GOHe AJIMTENbHOro Npuema HelponenTUKOB

Toproeble Mapku: Ban6eHasunH

M3-3a 0COBEHHOCTEN BbISIBIEHHOIO FEHETUYECKOrO BapuaHTa MOXET BbiTb
MOBbILLEH PUCK Pa3BUTUS MOBOYHBIX PeaKLMin Npu NpUMMEHEeHUN npenapara,

CYP2D6 FDA
BK/tOYas yanMHeHve nHtepeana QT. PekomeHayemas fo3a npenapaTa cocTaBnsiet

40 Mr oauH pas B CYTKM.

dapMakoreHeTn4eckunin npocunab



HdeyTeTpabeHa3uH W3MEHEHMS

dapm. gencTBure: HEMPOTPOMHOE, aHTUXOPEOHHOE AeNnCTBUue

Toproeble Mapku: [leyteTpabeHasnH

M3-3a 0COBEHHOCTEN BbISIBIEHHOTO FEHETUYECKOro BapuaHTa MOXET 6biTb
CYP2D6 MOBbILIEH PUCK Pa3BUTUSI MOBOYHBIX peakLMit, BKItoYas yaoMHeHne uHtepsana QT.
MakcumarnbHas pekoMeHayemas CyTodHas o3a npenapara He JomKHa

npesblWwaTb 36 Mr. MakcumarnbHas pa3oBas fo3a cocTasnseT 18 mr.

FDA

MeTonponon U3MEHEHMA

tbapM. neucrteue: aHTUapuUuTMmn4yeckoe

ToproBble Mapku: betanok®, betanok® 30K, Kopeuton® 100, Kopeuton® 50, MeTokapa®, Metokop
Aondapm, MeTtonponon, Metonponon Anbdaktns, MeTtonponon Bendpapm, MeTtonponon 3eHTuBa,
MeTonposnon OpraHuka, Metonponon PeHeBan, Metonponon petapa-Akpuxmud, METOIMPOJIOJ
®PapmacuHTes, Metonponon-0OBL, Metonponon-Akpu®, MeTtonponon-AKpuxuH, Metonponon-Apay,

MeTtonponon-BEPTEKC, MeTtonponon-KPKA, MeTonponon-patnopapm, MeTtonponon-Tesa,
MeTonponona cykuuHat, Metonposiona Taptpat, Cepgon, Srunok®, Srunok® C

V3-3a ocob6eHHocTen paboTbl pepmeHTa CYP2D6 MeTonponon MoxeT MeaJieHHee
BbIBOAMTLCA U3 OpraHnamMa. 3TO MOXET NPUBOAUTL K MOBLILLIEHUIO KOHLIEHTpaLmn
npenapaTa B KPOBU 1 YCUINIEHUIO ero OencTBus. B pesynbtaTe MOXET NoBbILATbCA
PUCK pa3BuUTUSA GpaguKapamm (3amensieHms 4acToTbl CePAEYHbIX COKPaLLEHNN),
YpEe3MEepPHOro CHMXEHWST apTepuanbHOro JaBneHUs, FTOTIOBOKPYXEHUS, CNabocTn
Opyrux 00303aBUCUMBbIX MOBOYHbIX 3PPeKTOB. PekoMeHayeTCa HaunHaTb nevyeHune
C MMHUMasbHOM PEKOMEH0BAHHOM HayanbHoW Ao03bl. [anbHenwee ysenmyeHme

CYP2D6 [O3UPOBKK crieayeT NPOBOAUTb NMOCTENEHHO, OPUEHTUPYSACH Ha KITMHUYECKUIA
ahpeKT 1 Lenesble [03bl, PEKOMEHAOBaHHbIE AENCTBYOLWMMUN KITMHUYECKUMN
pykoBogcTBaMu. B npouecce TUTpaUumn peKoOMeHLYeTCs KOHTPOIMPOBaTb YacToTy
CepaeYHbIX COKpaLLEHNA U CBOEBPEMEHHO BbISBNATb NPU3HaKu 6pagukapamu. B
KayecTBe anbTepHaTUBbl MOXET pacCMaTpMBaTbCA Ha3HavYeHe gpyroro 6eTa-
appeHobnokatopa, adGeKTUBHOCTb M 6€30MacHOCTb KOTOPOro B MEHbLUEN
CTeneHu 3aBuUcAT oT akTuBHocTn CYP2D6.

M3-3a ocobeHHOoCTeN paboTbl pepmeHTa CYP2D6 KOHLEHTpaumsa meTonposnona B
OopraHnM3mMe MOXeT ObITb Bbille OXMAaeMon. OTO MOXET YyCUNnBaTb AeNCTBUE
npenapaTa 1 NoBbIWaTb PUCK YPE3MEPHOr0 CHUXXEHUS YaCTOTbl CEpAEYHbIX
cokpalleHun. Ecnu uenbro nevyeHuns ABAseTcs NOCTeneHHOe CHUXEHME YacToThbl
CYP2D6 cepAeyHbIX coKpalleHuin unun Ha oHe Tepanuu pa3BuMBaeTCs cCMMMATOMaTMyeckas
6pafnkapams, peKoMeHayeTCs UCNOoNb30BaTh 60/1ee OCTOPOXHYHO CXEMY
TUTPaLMKN A03bl /UK He NpeBblwaTth 50% OT cTaHAapPTHOM A03bl MeTonposnona. B
OPYrux cryyanax Koppekumusi Tepanum Ha OCHOBaHUW Pe3yNbTaTOB FreHEeTUYECKOro

TECTUPOBaHUA He TpebyeTcs.

dapMakoreHeTn4eckunin npocunab
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MuTtonu3saHT MU3MEHEHUA

dapm. gericTBUE: HENPOTPOMHOE, A5 IeYEHUsI HAPKOSIENCUM, KaTannekcum

Toproeble Mmapku: Bakunkc (Wakix®), Ozawade®

/13-3a 0COGEHHOCTEWN BbISIBIEHHOIO MrEHETUYECKOrO BapmMaHTa MOXET BbiTb
MOBbILIEH PUCK Pa3BUTUSA MOOOYHbBIX peaKkLumii Npu NpUMeHeHun npenapaTta. Ons
CHUMXXEHUS pUCKa HeXenaTeNbHbIX peakuuin peKOMEHAYETCS HauMHaTb JIeYEeHNE C
MWHUMasnbHOM PEKOMEHO0BaHHOM A03bl. [118 B3pOCNbIX NauneHToB: HavyanbHas
no3a — 8,9 Mr oauH pas B CyTKWU. Yepes 7 gHeln npu XopoLuen nepeHoCMMoCTH
[03a MOXET 6bITb YBENMYEeHa A0 MaKCUManbHOW peKoMeH[oBaHHON — 17,8 mMr
OAVH pas B CyTKU. [1n1a geTen ¢ maccoun Tena meHee 40 kr: HayanbHasa gosa —

CYP2D6 y .
4,45 Mr ofiH pas B CYTKU. Yepes 7 fHEeN Npu xopoLlen nepeHocnMocTh fo3a

FDA

MOXEeT OblTb YBeJIMYeHa A0 MaKCMMallbHOW peKoOMeHA0BaHHONM — 8,9 Mr 0auH pa3s
B CYTKW. [1na neten ¢ maccon tena 40 kr n 6onee: HavyanbHasa gosa — 4,45 mr
OAVH pas B CYTKW. Yepes 7 gHeun npu XopoLlen NepeHOCUMOCTH 033 MOXET ObITb
yBenuyeHa o 8,9 Mr oauH pas B CyTKW. [1pn HEOBX0ANMOCTH eLle Yepes 7 gHen
[03a MOXET 6bITb YBENMYEHa A0 MaKCUManbHOM peKoMeH[oBaHHON — 17,8 mMr
OfMH pa3 B CYTKU.

TeTpa6eHasuH N3MEHEHS
dapm. gencTBure: HEMPOTPOMHOE, AN YCTPAHEHUS CUMMITOMOB MMNEPKUHETUYECKUX ABUraTeNbHbIX
HapyLLeHNN

ToproBble MapKu: HOpMOKUHE3TUH®

M3-3a 0cOBGEHHOCTEN BbISIBIEHHOIO FrEHETUYECKOro BapuaHTa MOXeT BGbiTb
MOBbILLEH PUCK Pa3BUTUS MOBOYHBIX PeaKLMin Npy NPUMEHEHUN Npenapara.
MakcumarnbHas pekomMmeHayemas pa3oBasi fo3a cocTaBnseT 25 Mr. MakcrMmanbHas
CYTOYHas [03a He JOoSKHa npeBbiwaTtb 50 Mr.

CYP2D6 FDA

dapMakoreHeTn4eckunin npocunab
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dnurnycraTt WN3MEHEHUS

dapm. gencTBue: CUMbHbIN N CNELNPUIYECKUIA MHIMOUTOP MFOKO3UNLEPaMUACHMHTA3bl, MPUMEHSETCSH
npuv 6onesHn MNowe | Tuna (Brl) kak cybcTpaTpeayumpytowas Tepanus

Toproeble MapKu: dnurnycrar

M3-3a ocobeHHoCTen paboTbl pepmeHToB CYP2D6 1 CYP3A KOHLUEHTpaums
anuraycrtata B OpraHM3Me MOXET CYLLeCTBEHHO U3MEHATbLCS NPU OGHOBPEMEHHOM
NPUMEeHeHnn psga NekapCTBEHHbIX NpenapaToB, a TakXe Npu HapyLweHun
bYHKUMM neyeHn nnmn noyek. 3To MOXET NPUBOAUTL Kak K MOBbILLEHUIO pUCKa
No60YHbIX 3QPEKTOB, TaK U K CHUXEHUIO 3OPEKTUBHOCTI Tepanuu. INpu
OOHOBPEMEHHOM MPUMEHEHUU CUMbHBIX MHIMGuTopos CYP3A (Hanpumep,
KeTOKOHa30/a, KnapuTpoMuLMHa, UTpakoHasona, kobuuucraTa, UHOUHaBUPa,
NnonnHaeupa, puToHaBUpa, CakBUHaBMpa, Tenanpesupa, TunpaHaesmnpa,
no3akoHa3oJsia, BOPUKOHa3oMa, TeMIMTPOMULIMHA, KOHMBaNTaHa unun Gouenpesupa)
npUMeHeHne anurinycTata NpoTMBonokasaHo. Npu 0gHOBPEMEHHOM NMPUMEHEHNN
yMepeHHbIX MHrnéutopos CYP3A (Hanpumep, apuTPOMULIMHA, LMMPOGIOKCaALIMHA,
dnykoHasona, gunTnasema, Bepanamuna, anpenuTtaHTa, atasaHaBupa,
fapyHaBupa, pocamnpeHasumpa, UMaTUHWGa UK LMMETUAMHA) NPUMEHEHNE
anurnycrtata He pekoMeHayeTcs. [10 BO3MOXHOCTH crieflyeT pacCMOTPETb
anbTepHaTUBHYO Tepanuto. Npn ogHOBPEeMEHHOM NPUMEHEHUN cnabblixX

CYP2D6 nHrnéutTopos CYP3A (Hanpumep, amnogunuHa, uunocTtasona, GiyBoKcaMmHa, DPWG
N30HMa3n[a, paHUTUONHA UK paHonasnHa) PeKOMeHAYyeTCs MO BO3MOXHOCTH
n3beraTb Taknx KOMGUHaUMn. Ecnm nsbéexkaTb COBMECTHOIro NPUMEHEHNS
HEBO3MOXHO, peKOMeHAyeTCs UCNOoNb30BaTb ANUMNYCTaT B f03e 84 Mr ouH pas B
CYTKW U KOHTPONNPOBaTb NePeHOCUMOCTb Tepanuu. Npu ogHOBPEMEHHOM
NPUMeHeHUn cunbHbix HAykTopoB CYP3A (Hanpumep, pubdamnuumnHa,
Kap6amasenuHa, peHobapbutana, peHnTonHa, pudabyTmHa Unu npenapaTos
3Bepo60s) MPUMEHEHMEe 3nurnycTaTa He pekoMmeHayeTcsi. KoHUeHTpauus
npenapaTa MOXEeT CHMXXAaTbCA A0 YPOBHS, NMPU KOTOPOM TepaneBTUYECKUA 3DPEKT
He pgocTuraetcs. [py HanMymMn HapyLeHNn QYHKLMN NoYeK UNN MeYeHn
NpPUMeHeHne anurinycTata Takxe He pekomMeHayeTcs. [JaHHas pekoMeHgauus
OTHOCUTCS K NaumeHTam C IErKon, yMepeHHOM NN TAXENON NOYeYHON
HeJOCTaTOYHOCTbIO, @ TakXe C NIErkon NeYEHOYHOM He[oCTaTOYHOCTbHO. [Mpn
OTCYTCTBMM COMNYTCTBYIOLLEN TEPaANUN MHIMOBUTOPAMN UNN CUMTbHBIMWU UHAYKTOPaMM
CYP3A v npn coXxpaHHOM QYHKLMM MOYEK N MeYeHN PEKOMEHOYETCH MPUMEHSTb
anurayctar B 4o3e 84 Mr oauH pas B CYTKM.
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AGpPOLUTUHUO

CTAHOAPT
dapm. gencTeue: oepMaToTpornHoe

Toproeble MapKu: CanbuHKbIO

OTpenbHas dapmakoreHeTMUYeckas peKoMeHZaums no M3MeHeHUo 403kl UK
BbIGOPY NMpenaparta oTCyTCTBYeT. PelleHne cneayeT NpuHUMaTh B COOTBETCTBUM C
CYP2C19

FDA
KITMHUYECKUMU MOKa3aHUSAMU, 3GDEKTUBHOCTbLIO, MEPEHOCUMOCTbLIO U
COMyTCTBYHOLWNMN 3a60/1IEBAHUSMU.

AdpoHa6uHon

CTAHOAPT

¢apM. neucrteue: KaHHabuHouA, NPOTUBOPBOTHOE CpencTBo, raJuntounHoreH

ToproBble Mapku: [1poHabMHON

OTpenbHas GapmMakoreHeTUYeckas peKoMeHAaLUmMs No UBMEHEHUIO [03bl UK
CYP2C9 BbIGOPY Mpenapata oTCyTCTBYeT. PelueHne cneayeT NpuHUMaTh B COOTBETCTBUN C

FDA
KIMMHNYeCKUMU NOoKa3aHNAMMU, 3¢(I)eKTVIBHOCTb}O, NnepeHOCMMOCTbIO U
conyTcTByrOLLIMMU 3a601eBaHNAMMN.

MaBakamMmTeH

CTAHOAPT
dapm. pencreue: He ykaszaHo

ToproBbie MapKu: —

OTpenbHas dapmakoreHeTMUYecKasi peKoOMeHZaums no M3MeHeHUo [03bl UK
BbIGOPY NMpenaparta oTCYTCTBYeT. PelleHne cneayeT NpuHUMaTh B COOTBETCTBUM C
CYP2C19

DPWG
KITMHUYECKUMU MOKa3aHUSAMU, 3GDEKTUBHOCTbLIO, MEPEHOCUMOCTbLIO U
COMyTCTBYHOLWNMN 3a60/1EBAHUSIMN.

HaTternuHupg

CTAHOAPT
dapm. gencTBure: rUNoraMKemMmnyeckoe

Toproeble mapku: Ctapnukc (STARLIX), NAGLID

OTpenbHasa papmakoreHeTuyeckas pekoMmeHgaums No U3MeHeHUo Jo3bl Ux
CYP2C9 BbI6OPY npenapaTa oTCyTCTBYeT. PelleHne cnegyet npMHUMaTh B COOTBETCTBUN C

FDA
KIMMHUYECKUMU MOoKa3aHUsIMN, 3PPEKTUBHOCTbLIO, MEPEHOCUMOCTbBIO U
conyTCcTByrOLLIMMU 3a60neBaHUSMMU.
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Cemarnytup, CTAHOAPT

dapm. gencTBure: NeKapCTBEHHOE BELLECTBO A5 IeYeHus caxapHoro guabeta 2-ro Tmna n 6opbobl C
JVLWHMUM BECOM

Toproeble mapku: Ozempic

[aHHbIN reHOTWM acCcoLMMpPOBaH C Hanbosiee BbICOKON MreHETUYECKM
NPOrHO3MpPYyeMOWN BEPOSATHOCTLIO XOPOLLEro OTBETA Ha Tepanuio aroHUCTamMm
peuentopa GLP-1. B uccnegoBaHusax Hocutenu T-annenst AeMOHCTpUpoOBanu

GLP1R 6onee BbipaXKeHHOEe CHUXKEHWE MacChl Tesla Npy NPUMEHEHUU ceMarnyTuga u i
TUp3enatuaa. Hannume 4aHHOro reHoTuMa He rapaHTMPYeT ONpeaesieHHbIN yka3saHo
KITMHUYECKUI pe3ynbTaT, 04HaKOo MOXET 6biTb CBSA3aHO C MOBbILLEHHOM
BEPOSATHOCTbIO BbIPAXEHHOro OTBETa Ha Tepanuio.
Tupsenatupg, CTAHOAPT

dapm. percTBme: NeKapCTBEHHOE BELLECTBO /1A leYeHusa caxapHoro agvaéeTa 2-ro Tuna v 60pb6bl C
JIVLLHMM BECcoM

ToproBble Mapku: —

[ aHHbIN reHOTUMN accounnpoBaH C Hanbonee BbICOKOW FreHEeTUYECKN
NPOrHO3MpPyeMon BEPOATHOCTLIO XOPOLLEro OTBETa Ha Tepanuio aroHMCTamm
peuentopa GLP-1. B uccnegoBaHusix Hocutenu T-annenst AEMOHCTpUpoBanu

He

GLP1R 60see BbipaXeHHOE CHUXEHWe MacChl Tefla Npu NPUMEHEHUN cemarnyTnaa u

TUp3enatuga. Hanmume faHHOro reHoTuna He rapaHTUpyeT onpefeneHHbli ykasaHo

KIIMHWYECKMNIA pe3ynbTaT, OfHAKO MOXET 6bITb CBA3aHO C MOBbILIEHHOM

BEPOSATHOCTbLIO BbIPaXX€HHOro OTBETa Ha Tepanuio.

[aHHbIA reHOTUM acCoLMUPOBaH C 60/1ee HU3KOM reHeTUYECKM NMPOrHo3npyemMon

BEPOSATHOCTbIO Pa3BUTUS TOLIHOTBI M PBOTHI NPY Tepanuu TMp3enaTtuaom no

cpaBHeHUIo ¢ Hocutenamu C-annens. Hanmume faHHOro reHoTuna He UcknroYvaeTt He
el BO3MOXHOCTb Pa3BUTUSA HeXenaTeNlbHbIX peakLuil. BepoAaTHOCTb U yKa3aHo

BblPpa>XeHHOCTb NOBGOYHbIX 3¢¢6KTOB TaK>XXe 3aBUCAT OT A03bl NpenapaTta, CXeMbl
TUTPOBAaHUA U MHOUBUAYANTbHbIX oco6eHHoCTEeN nauneHTa.
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dnub6aHcepuH

CTAHOAPT
dapm. geincrTeure: aHTMAENPECCUBHOE
ToproBble mapku: GnnéaHcepuH
OTpenbHas (DapMaKOFeHeTW-IGCKaH pekoMeHgauna no USMeHeHUo O03bl NN
Bbl60py npenapata OTCYyTCTBYET. PeweHnne cnepgyet npuHMMaTb B COOTBETCTBUN C
CYP2C19 FDA
KNMMHN4YeCKUMU NOKa3aHUAMMU, 3¢¢eKTMBHOCTbPO, NnepeHOCUMOCTbIO U
COMyTCTBYHOLWNMN 3a60/1IEBAHUSMU.
@ AHecTeTHKM M MHMOpenakcaHTbI
FanoraH CTAHOAPT

dapm. gercTBure: aHanbresmpyollee, M1uopenakcupyollee, HapKo3Hoe NHransALUuMoHHoe

Toproeble Mapku: anotaH, ®TopoTaH

PelueHne o npyMeHeHUn ranoreHcoaepXalinx NHransaUuMoHHbIX aHeCTETUKOB UIn
Aenonapusyrmnx MmopesilakCaHToB O/1KHO NPUHNMATbCA C y4eToOM KITMHUYECKOM

CACNA1S KapTWHbI, CEMENHOro aHaMHes3a, Pe3ybTaToB A0MOMHUTENbHbIX FrEHETUYECKUX cPIC
RYR1 nccrenoBaHuii U ApYrux nabopaTopHbIX AaHHbIX. CneayeT yYuThiBaTh, YTO
pe3ynbTaThl JAHHOIO reHEeTUYECKOro NCCe0BaHUA HE UCKITIOYAKOT BO3MOXHOCTb
Pa3BUTUA 3M10KaYECTBEHHOW rMNepTepMmnmn y naLueHTa.
HNecdnypaH

CTAHOAPT
dapm. gericTBUe: HAPKO3HOE

Toproeble Mapku: [JeconypaH, JToHrpagakc, CynpaH

PelleHVe 0 NpUMEHEHNM ranoreHCoAeP XallmX UHraNALMOHHbBIX aHECTETUKOB UK
AEeNoNApU3YHLLMX MUOPENIaKCAHTOB JOJXXHO NPUHUMATLCA C YYETOM KITMHUYECKOM
KapTWHbI, CEMENHOro aHaMHe3a, Pe3ybTaToB AOMOMHUTENbHbLIX FrEHETUYECKUX
RYR1 nccnenoBaHuii U Apyrux naéopaTopHbIX AaHHbIX. CleayeT yuuTbiBaTh, YTO Sile
pesynbTaThl JAHHOrO reHEeTUYECKOro UCCefoBaHUA He UCKIIOYaOT BO3MOXHOCTb
PasBUTUSA 3M10KaYEeCTBEHHON rMnepTepMmm y naumeHTa.

CACNAI1S

dapmaKoreHeTU4eCcKum Nnpoduib 57



N3odnypaH CTAHOAPT

dapm. gericTBUE: HAPKO3HOE UHFANSILMOHHOE

Toproeble Mmapku: AeppaH, N3opnypaH, PopaH

PelieHre o npyMeHeHUn ranoreHcoaepXXalnx NHransaLuMoHHbIX aHECTETUKOB Un
AenoNApU3yrLWnX MMopenakCaHToB AO/IXXHO NPUHNMMAaTbCA C y4EeTOM KITMHUYECKOM

CACNA1S KapTWHbI, CEMENHOro aHaMHes3a, Pe3ybTaToB A0MOMHUTENbHbIX FrEHETUYECKUX CPIC
RYR1 “ccnenoBaHuin U Apyrux 1abopaTopHbIX AaHHbIX. CleayeT yunTbiBaTb, 4To
pesynbTaTbl 4AHHOMO FEHETUYECKOro UCCEeA0BaHMA He UCKIOYaoT BO3MOXHOCTb
Pa3BUTUA 3/10KAUECTBEHHOM rMNepTEPMUM Y NaLMeHTa.
MeTokcudnypaH CTAHOAPT
¢apM. AeﬁCTBM92 HapKO3HO€Ee UHIrandumnoHHoe
ToproBble Mapku: MeTokcudnypaHx
PelleHne 0 MPYMEHEHWM raforeHCoAepXKalnX UHranAUMOHHbIX aHECTETUKOB MU
LEMNoIAPU3YHOLWMX MUOPENAKCAHTOB AO0JIXKHO MPUHUMATLCA C YUYETOM KIIMHUYECKOM
CACNA1S KapTWHbI, CEMENHOro aHaMHe3a, Pe3ybTaToB AOMOMHUTENbHbIX FTEHETUYECKUX CPIC
RYR1 “cCnefoBaHUi U APYTrUX TaBoPaToOPHbIX AaHHbIX. CriedyeT yunTbiBaTh, 4To
pe3ynbTaTbl 4AHHOrO reHETUYECKOro UCCefoBaHNs He UCKIHOYatoT BO3MOXHOCTb
Pa3BUTWS 3/10KAYECTBEHHOW MMMEPTEPMUM Y MaLMeHTa.
CeBodnypaH CTAHOAPT

d)apM. neucrteue: HapKO3HO€e UHrandaumnoHHoe

Toproeble mapku: CeBakToH, CeBo-AHecTepaH, CeBopaH®, CeBodnypaH, CeBodnypaH Megumcopb,
CeBoonypaH-buHeprusa, CesopnypaH-Buan, CoaxypH®

PeweHune o NnpuUMeHeHUn rasioreHcoaep>xamnx MHraiIaUMoHHbIX aHeCTETUKOB UNn

[Lenonsipusyowmx MMOPENaKCaHToB AOMKHO NMPUHUMATBLCS C YYETOM KITMHUYECKON
CACNA1S KapTWHbl, CEMENHOro aHamMHe3a, pe3ynbTaToB AOMO/IHUTENbHbIX FeHeTUYEeCKmX

RYR1 nccnefoBaHUmM U Apyrux na6opaTopHbIX AaHHbIX. CnepyeT yunTbiBaTh, YTO il
pe3ynbTaTbl 4AHHOMO FEHETUYECKOro NCCef0BaHNA HE UCKITHOYAOT BO3MOXHOCTb

pa3BuTuA 3/10Ka4YeCTBEHHOM rmnepTepmMun y naumeHTa.
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CYKUMUHUNXONUH CTAHOAPT

dapm. gencTBuUe: MbILLEYHbIN penakcaHT

Toproeble Mmapku: CykcameToHus xnopua, CykcameToHus noana, CykcameToHus 6pomua, JUTUNuH,

JlncteHoH
PelweHune o NpPUMeHeHNN ranoreHcoaep>xawmx NHranaAunoHHbIX aHeCTeTUKOB NN
4enonapusyrmnx MmopesilakCaHToB O/IXKHO NPUHMMATbLCA C y4eTOM KJIMHUYEeCcKoMn
CACNA1S KapTVHbI, CEMENHOro aHaMHe3a, pe3y/ibTaToB AOMOSIHUTENbHbIX FTEHETUYECKNX CPIC
RYR1 nccnenoBaHUn U Opyrux nabopaTtopHbIX faHHbIX. CnegyeT yuntblBaTb, YTO
pe3ynbtaTtbl 4AHHOIO0 reHeTu4eCKoro nccnenoBaHMAa He MCKNKOYakoT BO3SMOXXHOCTb
Pa3BUTUA 3/10KaYeCcTBEHHOMN rmnepTepmMun y naumeHTa.
OHnypaH

CTAHOAPT
dapm. pencrTBue: HapkosHoe

Toproeble MapKu: SHOypaH

PelleHne 0 MPYMEHEHWM raforeHcoaepXalnx NHranauMoHHbIX aHEeCTETUKOB MU
AEMNoNAPU3YIOLLMX MUOPENAKCAHTOB A0IKHO NMPUHUMATLCA C YYETOM KIIMHUYECKO
CACNA1S KapTWHbI, CEMENHOro aHaMHes3a, Pe3ybTaToB A0MOMHUTENbHbIX FrEHETUYECKUX
RYR1 “CcnenoBaHuin U ApYrux 1abopaTopHbIX AaHHbIX. CleayeT yuuTbiBaTb, YTo e
pesynbTaTbl 4aHHOMO FEHETUYECKOro MCCEA0BaHMA He UCKIOYakoT BO3MOXHOCTb
Pa3BUTUA 3/10KaUYECTBEHHON rMNepTeEPMUM Y NaLmeHTa.

ﬁ AHTUGaKTepUarnbHble U aHTUNPOTO30MHbIE NpenapaTbl

AancoH CTAHJAPT
®dapm. gercTBUe: aHTMOaKTEpUanbHOE, MPOTMBOJIENPO3HOE
Toprosble Mmapku: [lancoH
MpumeHeHWe gancoHa AonycTUMO MO CTaHAAPTHBIM KITMHUYECKUM
G6PD CPIC
pekoMeHAaumsaM C 06blYHbIM KOHTPOIEM 3QPEKTUBHOCTU U MOBOYHbIX 3PPEKTOB.
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HutpodypaHTOMH CTAHOAPT

dapm. geiicTBUe: aHTUGaKTepPUabHOE LUMPOKOro CNekTpa, 6akTepuumagHoe

Toproeble mapku: OypagoHuH, PypanoHnH Asekcuma, PypaaoHnH PeHesan, PypagoHuH-J1ekT

[MpumMeHeHne HUTpodypaHTOMHA JOMYCTUMO MO CTaHOAPTHbBIM KIMHUYECKUM

G6PD CPIC
pekoMeHAauMsaM C 06bIYHbIM KOHTPOIEM 3QOEKTUBHOCTU U MOBOYHbIX 3PHEKTOB.
MpumaxuH CTAHOAPT
dapm. gencreue: NPoTUBOMANSPUNHOE, NPOTUBOMNPOTO30MHOE
Toproebie Mapku: lNpumaxuH, NpumakeuH gudocoart, NpumaksuHa gupocodat, ABnoH, Heo-
KBuneHun
MpuMeHeHWe NpMMaxmHa fonyCTUMO MO CTaHAAPTHBIM KITMHUYECKUM
G6PD CPIC
pekoMeHAaunsaM € 06bl4HbIM KOHTPOIEM 3GHEKTUBHOCTU N NOBOYHbIX 3 dEKTOB.
TadeHOXUH CTAHIAPT

®dapm. gencreue: NpoTMBOMansipunHoe

Toproeble Mmapku: TapeHoxuH, KpuHtaden (Krintafel)

GGPD MpumeHeHre TapeHOXMHa JOoMYCTUMO MO CTaHAAPTHLIM KIIMHUYECKUM CPIC
pekoMeHAaumsaM C 06bIYHbIM KOHTPOIEM 3QOEKTUBHOCTU U MOBOYHbIX 3PPEKTOB.

¢ﬂyKﬂOKcaUMJ1.I1MH CTAHOAPT

dapm. geiicTBUe: aHTUGaKTepUanbHoe

Toproebie Mapku: OnyKIoKcauuInH

OTgenbHas dapMakoreHeTMyeckasa pekoMeHaaums no N3aMeHeH o fo3bl Uu
BbIGOPY Mpenapata oTCyTCTBYeT. PelueHne cneayeT NpuHUMaTh B COOTBETCTBUN C
HLA-B*5701 DPWG

KIMMHUYECKUMU MOoKa3aHUsIMN, 3PPEKTUBHOCTbLIO, MEPEHOCUMOCTbBIO U
conyTCcTByrOLLIMMU 3a60neBaHUSMMU.
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ﬁ AHTMKanyJ'IﬂHTbI U aHTUarperaHTbl

Knonupgorpen CTAHOAPT

dapm. gericTBUeE: aHTMArperaumoHHoe, MHIMBMPYET arperauuio TPOMGOLMTOB

Toprosble Mapku: Butarpnenb®, [leknot 75, ennatt®-75, eTpom6®, 3unt®, Knanutakc,
Knonuagekc®, Knonngorpen, KNOMUAOOIPES BEN®APM, Knonupgorpen O-p Peaguc, Knonngorpen
KaHoH, Knonngorpen PeHeBan, Knonugorpen conodpapm, Knonngorpen-AKOC, Knonugorpen-
AkpuxuH, Knonugorpen-JIEKCBM®, Knonugorpen-HAHOJIEK®, Knonngorpen-Okcdopa,
Knonunpgorpen-C3, Knonungorpen-TAL, Knonugorpen-Tesa, Knonuaorpen-®I, Knonugorpen-e®roe,
Knonunpgorpen-9aBaHch, Knonungorpena éucynbdat, Knonugorpena rugpocynsdat, Knonugorpena
rugpocynbdat (Il popma), Knonngorpena rugpocynodpat (GPopma ), Knonngorpena cynodar,
Knonunporpens éucynboar, Jinpta®, Jinctad® 75, lonupen, MNnasukc®, Mnarpun®, Nnorpens,
TapreTek®, TpokeH®, Tpombopenb, dntogep, ArMTPOMB®

Ecnu paccmaTpuBaeTe KIonNuaorpern, UCrnosb3ynTe cTaHaapTHyo ao3sy (75 mr/

CYP2C19 CPIC
neHb).

OTpenbHas (DapMaKOFeHeTVIl-IeCKaFI pekoMeHaauna no UsSMeHeHUo 0o3bl Unn

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

KIMMHUYECKUMU MOoKasaHUsIMN, 3PPEKTUBHOCTbIO, MEPEHOCUMOCTbBIO U
CONyTCTBYHOLWMMU 3a60/1€BAHUAMN.

@ WMmmyHocynpeccopbl

A3aTuonpuH CTAHOAPT

dapwm. gericTBUe: IMMYHOLENPECCUBHOE

Toproeble Mapku: A3aTnonpuH

Koppekuunsa nedyeHunsa no pesynbraty TecTa He TpebyeTtcs. [penapat MOXHO

TPMT ;
NPUMEHSITb B CTaHAAPTHOM A03MPOBKE C 0BbIYHLIM KOHTPOSIEM 3DOEKTUBHOCTU U1 CPIC
NUDT15
NOBGOYHbIX 3PPEKTOB.
OTpenbHas GapmMakoreHeTUdeckas peKoMeHAaLUms No USMEHEHUIO [03bl UK
TPMT BbIGOPY MpenapaTa oTCyTCTBYeT. PelleHne crefyeT NpUHUMAaThL B COOTBETCTBUM C DPWG
NUDT15 KIIMHUYECKUMM MOKa3aHUAMM, 3GOEKTUBHOCTLIO, MePEeHOCUMOCTbIO U1

COMyTCTBYHOLWNMN 3a60/1€BaHUSAMU.
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MepkantonypuH CTAHOAPT

dapm. gericTBUe: UMMYHOLENPECCUBHOE, MPOTUMBOOMYXOSIEBOE

Toproeble Mapku: MepkantonypuH, MepkantonypuH-HaTtue, MepkantonypuHa moHorugpar, [Nypu-
HeTon

KoppeKuusa neyeHus no pesynbtaTy TecTa He TpebyeTca. MpenapaTt MOXHO

TPMT
NPUMEHATb B CTaHAAPTHOWN A03UPOBKE C OGbIYHBIM KOHTPOMEM 3OPEKTUBHOCTU U CPIC
NUDT15
No60oYHbIX 3 PeKTOB.
OTnenbHas GapMakoreHeTM4Yeckas pekoMeHgaums no U3MeHeHUo [,03bl Un
TPMT BbIBOPY NpenapaTa OTCyTCTBYET. PelleHne cnegyeTt NPpMHUMaTb B COOTBETCTBUM C DPWG
NUDT15 KNMMHNUYECKMMU NoKaszaHMAMMU, 3GGEKTUBHOCTLIO, MEPEHOCUMOCTbLIO U
COMyTCTBYOLWMMU 3a60SIEBAHUSIMNA.
Takponumyc CTAHOAPT

dapm. gercTBue: MMMYHOAEMNPECCUBHOE

ToproBbie Mmapku: Agsarpad®, pactnea®, JIMPOKTAC®, NaHrpad®, Mpunykecung, Mporpad®,
MpoTonuk®, Takponumyc, Takponumyc petapa-Tesa, Takponumyc-JIOK-BETA, Takponnk®

OTaenbHas KOpPPeKLUa fieveHns no pesynbTaTam TecTa He TpebyeTcs. Mpenapat
CYP3A5 MOXHO MPUMEHSATb B CTaHAAPTHOM [03MPOBKE C 06bIYHbIM KOHTPOMEM CPIC
30 PEKTUBHOCTU U MOBOYHbIX 3PPEeKTOB.

OTgenbHasa papmMakoreHeTUYecKas peKoMeHaaLmsa no U3MeHeHUo 403bl Un

BbIGOPY Mpenaparta oTCyTCTBYeT. PelueHne crneayeT NpuHUMaTh B COOTBETCTBUN C
CYP3A5 DPWG
KIIMHUYECKUMM MOKa3aHUAMM, 3GOEKTUBHOCTLIO, MePEeHOCUMOCTbIO U1

COMyTCTBYHOLWNMN 3a60/1EBAHUAMMU.

TuoryaHuH CTAHOAPT

dapm. gericTBUE: NPOTUBOOMYXONEBOE

Toproeble MapKu: TnoryaHuH

Koppekuusa neyeHns no pesynbraTy TecTa He TpeGyeTtcs. MpenapaTt MOXHO

TPMT
NPUMEHATb B CTaHAAPTHOW A03UPOBKE C O6bIYHbIM KOHTPONEM 3GPEKTUBHOCTU U CPIC
NUDT15
No60YHbIX 3 PEeKTOB.
OTtpenbHasa papmMakoreHeTMyeckas pekoMeHgaumus no U3MeHeHNo [03bl Un
TPMT BbIGOPY NpenapaTa OTCYTCTBYET. PelleHne crnefyeT NpuUHMMaTh B COOTBETCTBUN C DPWG
NUDT15 KITMHUYECKNUMU MOKa3aHUAMU, 3GDEKTUBHOCTbLIO, MEPEHOCUMOCTbLIO U

conyTCcTByrOLLIMMU 3a60neBaHUSMMU.
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@ NpenapaTtbl, BAMsIOLLME HA OGMEH MOYEBOI KUCNOTbI

AnnonypuHon CTAHOAPT

d)apM. AeﬁCTBM92 rmnoypmnkemMmn4yeckoe, npotmeonogarpmnyeckoe, orpaHnymBaeT TakKmm o6pa30M
CMHTE3 MOYEBOM KUCIOTbI

Toproeble mapku: AnnonypuHon, AJITTONMYPUHOT ABEKCUMA, AnnonypuHon-aruc, Munyput®

FeHeTMYeCcKnx 0CoOBeHHOCTEN, NOBLILLAIOLLMX PUCK TAXKENBIX UMMYHHBIX peakLmi
HLA-B*58:01 Ha annonypuHon, He BbiABMEHO. [penapaT MOXeT NPUMEHATLCA B CTaH4APTHbIX CPIC
[O3MPOBKax B COOTBETCTBUMU C AeNCTBYHOLWUMU KIMHUYECKUMU PEKOMEHOALMAMM.

FeHeTnyeckumn npodunb ABCG2 He yKasbiBaeT Ha BbipaXKeHHOEe CHUXEHNe OTBeTa
Ha annonypuHon. NMoaToMy cneumanbHoe YBenMyeHme A03bl No pesynbTaTy

ABCG2 ; DPWG
reHeTMYECKOro TecTa He TpebyeTcs; 03y NOAGUPAOT MO YPOBHIO MOYEBOW

KUCNOTbl N NePEeHOCUMOCTHU.

OTgenbHasa papmMakoreHeTUYecKas pekoMeHaaLmsa no N3MeHeHUIo 403bl Un

Bbl60O npenaparta oTcyTcTBYeT. PeweHune cnepgyet npuHMMaTb B COOTBETCTBUN C
HLA-B*58:01 L AL i DPWG

KIMMHNYeCKUMU NOoKa3aHNAMMU, 3¢(I)eKTVIBHOCTb}O, NnepeHOCMMOCTbIO U
conyTCcTByrOLLIMMU 3ab6o0s51eBaHUSAMMN.

MNernortukasa CTAHOAPT
dapm. gencTBue: 4515 TeYeHUs TSHXKENON, PE3UCTEHTHOM K NIEYEHUID, XPOHNUYECKOM nogarpbl

ToproBble Mapku: [lernoTmkasa

MpUMeHeHWe nernoTrkasbl JOMYCTUMO MO CTaHAAPTHLIM KIMHUYECKUM
G6PD CPIC

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

Pac6ypukasa CTAHIAPT
CDapM. AeﬁCTBMe: CHUXXaeT ypoOBEHb MOYEBO KMCMOTbI

Toprosble Mapku: Pac6ypukasa

MpumMmeHeHne pacbypukasbl 4OMYCTUMO MO CTaHAAPTHLIM KITMHUYECKUM

G6PD CPIC
pekoMeHZauuAM € 06bl4HbIM KOHTPOIEM 3GHEKTUBHOCTU N NOBOYHbIX 3QPEKTOB.
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@ MpoTueoBMpyCHbIe NpenapaTbl

Aob6akaBup CTAHOAPT

dapm. gencTBue: aHTMPETPOBUPYCHOE, oNna nedeHus BUY-1un BUY-2

ToproBble Mmapku: Abakasup, Abakasup KaHoH, Abakasup-ABC, AbakaBup-3aBaHch, Abakasupa
cynbogat, 3nareH®, Onutng, OnntTng®

FeHeTUYECKUX 0COBEHHOCTE, NOBLILAOLWMX PUCK peaKLmm
rMNepyYyBCTBUTENBHOCTY Ha abakaBup, He BbIsiBNIEHO. [penapaTt MoXeT

HLA-B*5701 y CPIC
MPUMEHSATBLCS B CTaHAAPTHBIX A03MPOBKax B COOTBETCTBUM C AENUCTBYOLLMMM

KIIMHN4YeCKUMU peKoMeHgaunamu.

eHeTUYECKMX 0COBEHHOCTEN, MOBBILLIAIOLMNX PUCK peaKLum
rMnepyYyBCTBUTENIbHOCTU Ha abakaBup, He BbisiBNIeHO. MNpenapat MoXxeT

HLA-B*5701 . DPWG
NPUMEHATbCS B CTaHAAPTHbIX J03MPOBKax B COOTBETCTBUM C AeNCTBYOLWMMU

KIIMHN4YeCKUMU peKoMeHgaunamu.

ATasaHaBup CTAHOAPT

dapm. geincrTeue: aHTMPETPOBUPYCHOE, ANs nedyexHma BNY-1

ToproBble MapKku: ATazaHaBup, AtazaHasup KaHoH, ATasaHaBunp-KPKA, ATASAHABP-HAHOJIEK®,
ATazaHaBup-TJ1, ATazaHaBupa cynbdat, Atasop, Peataz®, CumaHog, COYMATA

HeT Heob6xoonMocCTU U3beraTb aTa3aHaBMpa Ha OCHOBAHUU pe3ynbTaToB
reHeTM4yecKoro TecTta. HekoTopble npekpalatoT Npuem aTasaHaBupa n3-3a

UGT1A1 CPIC
XKEeNnTyxu (noxenTeHwue rnas u KO)KM), HO NpW AaHHOM reHoTune aTo

ManoBepPOATHO.

dapMakoreHeTn4eckunin npocunab

64



MernntepdepoH anbPpa-2a/2b CTAHIAPT

dapm. geiicTBUE: NPOTMBOBUPYCHOE

Toproeble MapkKu: VIHTepdepoH anbda-2b yenoBeyecknin peKoMoUHaHTHbIN, VIHTepdepoH
NEeNKoLUUTapHbIN YenoBeYecKnn XXngknm, MHTeppepoH nenkoumTapHbin YenoBeYECKUIM CYXOH,
NHTepdepoH Yyenoseyecknim NeMKoUUTapHbIA KOHLEHTPUPOBAHHBIN XKUAKWUA, JTokpepoH

BbisiBneHHbI BapuaHT IFNL3 cBsizaH ¢ 6051ee BbICOKON BEPOATHOCTbIO
YCTONYMBOro OTBETA Ha Tepanuio XpoHuyeckoro renatuta C nernnmpoBaHHbIM
UHTepdepoHOM U pnbaBUPUHOM. BeposaTHOCTb MONHOMo NogasfeHus Bupyca
BbILLE, YeM NPU HEGNAronpUSTHOM BapuaHTe, OAHAKO PeLLlEeHNe O IeYeHnn BCE
pPaBHO OOMKHO YUYNTbIBATb MEPEHOCUMOCTb U LOCTYMNHOCTb 60/1€€ COBPEMEHHbIX
cXeM. BepoATHOCTb AOCTUMXEHUS YCTOMYMBOrO BUpyconornyeckoro oteeta (YBO)

L cocTasnsieT npumMepHo 70% nocne 48 Hepenb NleYyeHuns. YUnTbiBanTe BO3MOXHbIE e
NnocneAcTBuA Nepeq Havyanom Tepanum ¢ UCNoSb30BaHMEM NernanpoBaHHOMO
UHTepdepoHa anbda n pudasnpuHa. MNpn HazHaYeHNN KOMGBUHMPOBAHHOM Tepanuu
WUHrMeuTopamu npoTeasbl C NerninpoBaHHbIM MHTepdepoHOM anbda u
pn6aBUPUHOM BEPOSTHOCTb AOCTMXeHUA YBO yepes 24-48 Hefenb fnevyeHus
cocTaBnsieT okono 90%.

Pu6aBupuH CTAHOAPT

dapm. geiicTBUe: NPOTUBOBUPYCHOE

TOprOBble MapKu: —

BbISiBNEHHbIN reHETUYECKUI BapUaHT aCCoLMMPOBaH ¢ 6051ee BbICOKOM
BEPOATHOCTbIO AOCTMXKEHUS YCTOMYMBOrO BUpYyconormyeckoro otseta (YBO) Ha
Tepanuto NeruiMpoBaHHbIM UHTepPepOHOM anbda B KOMOUHALMU C pUBABUPUHOM.
Mpw nevyeHun NernnnMpoBaHHbIM MHTEPdEpPOHOM anbda B codeTaHnmn C
pU6aBUPUHOM BEPOSATHOCTb LOCTUXEHUSA YCTONUYMBOIO BUPYCOSIOrMYECKOrO

IFNL3 CPIC
oTBeTa rnocne 48 Hefenb Tepanuu coctasngeT NpumMepHo 70%. Mpu
NCMNOMb30BaHNN KOMGUHUMPOBAHHOM Tepanun MHFMOGUTOPOM NpPoTeasbl BMECTE C
nerniMpoBaHHbIM UHTEPEPOHOM anbda n pMGaBUPUHOM BEPOATHOCTb
OOCTUXXEHNST YCTOMYMBOIO BUPYCONTOrMYEeCKoro oTeeTa yepes 24-48 Hepenb
neyeHus cocTtasnsgeT npumMmepHo 90%.
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ﬁ MpoTuBOrpMGKOBLIE NpPenapaThbl

BopukoHason CTAHOAPT

dapm. geiicTBUe: NPOTUBOrpPUGKOBOE

ToproBble mapku: budnypuH, BukaHg, BuoeHa®, Bopukos, BopukoHason, BopukoHason [,

BopwukoHason KaHoH, BopunkoHason KpoHo, BopukoHason INCK, BopukoHaszon-AMEAPT,
BopwukoHason-Pyc, BOPUJTMO®, BopuHrunH, Canbso3on

KoppeKuusa nedyeHus no pesynbtaTtamM TecTa He TpebyeTcs. MNpenapaTt MOXHO

CYP2C19 NPUMEHATb B CTaHAAPTHOWN A03UPOBKE C OGbIYHBIM KOHTPOMEM 3OPEKTUBHOCTU U CPIC
No604YHbIX 3pPeKTOB.

OTpencHas bapmakoreHeTMyeckasa pekoMeHaaunsa no U3MeHeHuo 403bl Un

BbIGOPY MpenapaTa oTCyTCTBYeT. PelleHue crefdyeT NpUHUMaTb B COOTBETCTBUM C
CYP2C19 DPWG
KIIMHUYECKUMU NOoKa3aHUAMU, 3GGEKTUBHOCTBIO, MEPEeHOCUMOCTbLIO 1

conyTcTByrOLMMU 3ab6o1eBaHUAMMN.

dnyumnTosuH CTAHOAPT

dapm. gericTBUe: NPOTUBOrPUBKOBOE, PyHrUCTaTUYECKOe, QYHIULMaHoe

Toproebie mapku: OnyunTo3nH

OTgenbHasa papmMmakoreHeTUYecKas peKoMeHaaLUmsa no U3MeHeHUo 403bl Un

BbIGOPY Mpenaparta oTCyTCTBYeT. PelueHne crneayeT NpuHUMaTh B COOTBETCTBUN C
DPYD DPWG
KIMHUYECKUMU NOKa3aHUAMU, 3GGEKTUBHOCTBIO, MEPEHOCUMOCTbLIO U1

COMyTCTBYHOLWNMN 3a60/1EBAHUAMMU.

@ NpoTtueBocyaopoXxHble NpenapaTbl

bpuBapaueTam CTAHOAPT

dapm. gericTBUE: NPOTUBOCYLOPOXKHOE

Toproebie mapku: EPVIBVAK

OTpenbHasi GapMakoreHeTUYecKas PeKOMeHAALMS Mo U3MEHEHUIO [03bl UMK
BbIGOPY Npenapata oTcyTcTBYeT. PelleHne crepyeT NpvHUMaTb B COOTBETCTBUN C
CYP2C19 FDA
KNMHUYECKUMM NoKa3aHUsIMU, 3GGEKTUBHOCTBIO, MEPEHOCUMOCTLIO U
COMYTCTBYIOLMMM 3a60SIEBAHUSMM.
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Kap6amasenuH CTAHOAPT

dapm. peicTBue: aHanbresnpyrolee, aHTUNCUXOTUYECKOE, HOPMOTUMUYECKOE,
NPOTMBOCYAOPOXHOE, MPOTUBOINUIENTUYECKOE, TUMOSENTUYECKOE

Toproeble mapku: 3entosn, Kap6amasenuH, KAPBAMASEMVH BEJTGAPM, KAPBAMASZETMKWH
ABEKCUMA, Kapb6amasenuH petapa, Kapb6amasenuH petapa-AKpuxunH, KapbamasenuH-Akpu®,
Kap6amasenuH-AkpuxuH, KapbamasennH-AJICY, KapbamazenuH-PepenH, Terpeton®, Terpeton®
LIP, ®uHnencuH®, GuHnencuH® peTtapsa

Koppekuusi Tepanun Ha 0CHoBaHUU pe3ynbTaTtoB reHeTu4eCcKoro TeCTupoBaHuna He

HLA-B TpebyeTca. Kapb6amasenuH pekoMeHayeTcs NpUMeHsTb B CTaHOAPTHON A03MPOBKe CPIC
HLA-A B COOTBETCTBMM C AENCTBYIOLLEN MHCTPYKLMEN MO MEANLNHCKOMY NPUMEHEHNIO
npenapaTa.
Kno6asam CTAHOAPT
dapm. gencTBUe: aHKCUONNTUYECKOE, MPOTUBOCYO0POXHOE
Toproeble Mapku: KnoGasam, ®pusnym
OTpenbHasa papmMakoreHeTUYeckas peKkoMeHaaLmsa no U3MeHeHNo A403bl UK
BbIGOPY NpenapaTa oTCYTCTBYET. PelleHne cnegyeT NpUHMMaTh B COOTBETCTBUAN C
CYP2C19 FDA
KNMMHN4YeCKUMU NMOKa3aHUAMMU, 3¢¢eKTMBHOCTbIO, NnepeHOCUMOCTbIO U
conyTcTByrOLMMU 3a6051eBaHUSIMMN.
NamoTpUa>XUH CTAHOAPT
dapm. gencTBue: NpPoTUBOINUNENTUYECKOE
ToproBbie Mapku: Jlamuktan®, Jlamutop®, Jlamutop OT, JTamMoTpuaXuH, JlaMoTpuaXH KaHoH,
NamoTpunaxunH ®apmacuHtes, JlamoTpuaxmnd OT, JlamoTpukc®, Censap
OT[J,eﬂbHaH (DapMaKOFeHeTVIl-IeCKaFl pekoMeHgauna no USMeHeHUro O03bl NN
Bbl60py npenaparta OTCyTCTBYeT. PeweHnne cnepyet npuHMMaTb B COOTBETCTBUNU C
HLA-B DPWG

KIMMHUYECKUMU MOoKasaHUsIMN, 3pPeKTUBHOCTbIO, MEPEHOCUMOCTbBIO U
CONyTCTBYHOLWMMU 3a60/1€BAHUAMN.
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Okckap6asenuH CTAHOAPT

dapm. geicTBUE: NPOTMBOINUIENTUYECKOE

Toproeble mapku: Okckap6asenuH, Okckapb6asenuH - Hatue, OKCKAPBA3EIVH BEJTOAPM,
Okckap6asenuH KaHoH, Tpunentan®

Koppekuusi Tepanuu Ha OCHOBaHUU Pe3ynbTaTOB reHeTUYeCKOro TeCTUPOBaHUA He

Tpe6yeTcs. OKCKap6a3enuH PeKOMEHLYETCA NPUMEHATL B CTaHAaPTHOM
HLA-B 5 5 ; CPIC
[LO3UPOBKE B COOTBETCTBUU C AEWCTBYHOLLEH NHCTPYKLMEN MO MeaULMHCKOMY

NnpUMEeHeHUro npenaparta.

deHUuTOUH CTAHOAPT

CDapM. ﬂeﬁCTBMe: AHTUaAPUTMNYECKOE, MUOpPEJITaKCUpyroLllee, nNpoTuBOCYyOO0POXHOE,
npotmneoanuienTun4ecko

Toproeblie Mapku: JndeHnH

Koppekuunsa Tepannuu Ha OCHOBaHUW pe3ynbTaToB reHeTUYECKOro TeCTUPOBaHUA He

HLA-B TpebyeTcs. PekoMeHOyeTca HauMHaTb fleYyeHne ¢ NoaaepKmBatoLlei fo3bl, CPIC
CYP2C9 NnpeayCMOTPEHHON AeNCTBYOLWEN UHCTPYKLMEN NO MEONLIMHCKOMY NMPUMEHEHUIO
npenapaTa.
docpeHuTouH CTAHOAPT
dapm. gencrTeue: NPoOTUBOINUNENTUYECKOE
Toproeble Mmapku: PocPeHUTONH
Koppekuus Tepanumn Ha OCHOBaHWUW Pe3ynbTaToB FreHEeTUYECKOro TECTUPOBAHUSA He
HLA-B TpebyeTcsi. PekoMeHAyeTCa HauMHaTb fleYeHne ¢ Noaaep>KMBatoLLen fo3bl, CPIC
CYP2C9 npeayCcMOTPEHHON OENCTBYHOLWEN MHCTPYKLMEN MO MEANLMHCKOMY MPUMEHEHNIO
npenapaTa.
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@ Cratuhbl

ATopBacTtaTtuH CTAHOAPT

dapm. gencTBue: runoxosiectepnHeMmnyeckoe (CTaTuHbl)

Toproeble Mapku: AHBUcTaT®, ATomakc®, AtopsacTtaTH, ATOPBACTATNH ABEKCVMA,
AtopBacTtaTtuH Ankanoung, ATOPBACTATUH BEJTGAPM, AtopBacTaTuH Kanbuus, ATopBacTaTuH
Kanbuusa Kpuctannuyecknin, ATopeacTaTvH Kanbumsa TpurngpaTt, ATopBacTaTuH Kanbuusa Tpurngpat
(®opma-Il), AtopBacTtaTmH KaHoH, ATopBacTaTuH Meancop6, ATopBacTtaTuH PeHeBarn, ATopBacTaTuH
CaHodun, ATOPBACTATUH dapmacuHTes, ATopBacTaTtuH-OBL, ATopBacTatnH-AKOC, ATopBacTaTuH-
AkpuxuH, ATOPBACTATUH-ATTNMYM, AtopBacTtaTtnH-AJICU, ATopBacTaTnH-BEPTEKC, ATopBacTaTuH-
K, ATopBacTtaTnH-JIEKCBM®, ATopBacTaTnH-C3, ATopBactatuH-TA[], ATopBacTtatuH-TeBa,
AtopBacTatuH-O®I1, ATopBacTaTuHa Kanbuusa Tpurngpat, Atopmc®, Basatop, Jlunodopg, unpmumap®,
HoBocTart, TopBakapg®, Tynun®

PeKOMeH,D,yETCFI Ha3Ha4YUTb XenaeMyro Ha4dallbHYHO A03Y U 3aTEM KOPPEKTUpPOBaTb

SLCO1B1 y
A03UPOBKY Ha OCHOBE peKoMeHOaunn ond KOHKpPeTHOro 3a60eBaHus.

CPIC

JloBacTaTuH CTAHOAPT

dapm. pecTeue: rMnoNNNUAEMUYECKOE, TMNoxXonecTepuHeMUYeckoe

Toproeble Mapku: KapguocTtaTtnH®, JloBactatuH, MegoctatnH®

KoppeKuusa Tepanum Ha OCHOBaHUW Pe3ynbTaToB reHeTUYECKOro TeCTUPOBaHUA He
TpebyeTcs. PeKoMeHayeTcs HasHauyaTb npenapaTt B CTaHJapTHOM HavyanbHOM Jo3e.
SLCO1B1 [anbHenLimnii noa6op A03MPOBKM criedyeT NpoBOaUTbL B COOTBETCTBUM C CPIC
peKoMeHAaUMSaMM 711 KOHKPETHOrO 3a60/ieBaHns, C YY4ETOM aPPEKTUBHOCTHU
NeYeHNss U NepeHOCUMOCTY Tepanuu.

MNutaBacTaTuH CTAHOAPT

®apm. gencrTBue: runonmnmuaemMmyeckoe, MHrnéunpyrowee NMIr-KoA-peaykrasy

Toproeble Mapku: JIneaso, lNutaBacTop

KoppeKuusa Tepanum Ha OCHOBaHUM pe3y/bTaToB reHeTUYECKOro TeCTUPOBaHUA He
TpebyeTcs. PeKoMeHayeTcs HasHauyaTb npenapaTt B CTaHgapTHOWM HayanbHOM go3e.
SLCO1B1 [anbHenwmnin noa6op A03MPOBKM ClefyeT NpoBOAUTb B COOTBETCTBUM C CPIC
peKkoMeHAaUMsaMU 151 KOHKPETHOrO 3a60/ieBaHns, C YY4ETOM 3PPEKTUBHOCTMU
NneyeHns 1 NepeHoCUMOCTM Tepanuu.
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MNpaBacTaTuH CTAHOAPT

dapm. gencTBue: rMnonMnMaeMmyeckoe (CTaTuHbl)

Toprosble Mapku: paBacTaTuH

KoppeKuusa Tepanum Ha OCHOBaHUM Pe3ynbTaToB reHeTUYECKOro TECTUPOBaHUA He
TpebyeTcs. PeKoMeHayeTcs HasHauyaTb npenapaTt B CTaHJapTHOM HayanbHOM Jo3e.
SLCO1B1 [anbHenLimnii noa6op A03MPOBKM CriedyeT NpoBOAUTbL B COOTBETCTBUM C CPIC
peKoMeHAaUMSaMM 711 KOHKPETHOrO 3a60/ieBaHns, C YY4ETOM aPPEKTUBHOCTMU
NeYeHNss U NepeHOCUMOCTH Tepanuu.

PosyBactaTuH CTAHOAPT

®dapm. gercTBue: runonnnMaeMmyeckoe (CTaTtuHbl)

Toproeble Mmapku: AkopTa®, NweHop®, Kapanonun, Kpectop®, Jinnonpanm®, Po-ctatuH, Po3apr,
Posuctapk®, PosysactaTtuH, PosyBactatnH ABBA, PO3YBACTATVIH ABEKCUMA, PO3YBACTATUH
BE/TOAPM, PosyBacTaTuH Kanbuus, Po3yBacTaTuH KanbLus (aMopdHbIn), PosyBacTaTnH KaHoH,
PosyBacTaTuH Meancop6, Po3syBacTtaTtnH PeHeBan, Po3yBacTaTuH CaHao3®, PosyeacTaTuH OT,
PosyBacTtaTuH-AkpuxmnH, PO3YBACTATUH-AJTMYM, PosyBactaTtnH-BEPTEKC, Po3syBactatnH-Buan,
PosyBacTaTnH-KcaHTuc, PosyBactatuH-J1ekT, PosysacTtatnH-C3, PosyBacTtaTnH-TALL, Po3yBacTaTuH-
TeBa, Posykapa®, Po3ynun®, PosydacT, Pokcepa®, Pyctop®, CyBapano®, Tesactop®

Koppekuusa Tepanum Ha OCHOBaHUMN pe3yfbTaToB FeHETUYECKOro TeCTUPOBaHNSA He
TpebyeTcs. PekoMeHyeTca Ha3HayaTb NpenapaT B CTaHZAPTHOM HayanbHOW fo3e.

SLCO1B1 o
ABCG2 HanbHenwnn nog6op SO3MPOBKU cneayeT NPpoBOAUTL B COOTBETCTBUN C CPIC
pekoMeHaunAMm1 A1 KOHKPETHOro 3a6osieBaHuns, ¢ YY4ETOM 3GPEKTUBHOCTH
nevyeHna n nepeHoCUMOCTU Tepanunn.
CumBacTaTuH

CTAHOAPT

dapm. percTeme: runoxonectepmHeMmyeckoe (CTaTuHbI)

ToproBblie Mapku: AtepocTaT®, Basnnmn®, 3okop®, 3okop® ¢opTe, OBeHkop, Cumal EKCAJI®,
CumBacTtatuH, CumBacTaTuH Ankanoung, CumeacTtaTtnH PeHeBan, CumBactatuH-AJICU,
CumacTtatnH-BEPTEKC, CumBop®, Cumno®, CuHkapg, Xonsacum

Koppekuus Tepanumn Ha OCHOBaHWW Pe3ynbTaToB FreHETUYECKOro TECTUPOBaAHWSA He
TpebyeTca. PeKkoMeHAyeTCsa HasHayaTb NpenapaT B CTaHAapPTHOM HayanbHOW f03e.
SLCO1B1 LOanbHenwmm nogoop SO3NPOBKN credyeT NPOBOAUTL B COOTBETCTBUM C CPIC
peKkoMeHAaUMsaMU 151 KOHKPETHOrO 3a60/ieBaHns, C YY4ETOM 3PPEKTUBHOCTMU
NleYeHns 1 MepeHOCUMOCTI Tepanuu.
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dnyBacTaTuH

CTAHOAPT
dapm. gencTBue: rmnoxosiectepnuHeMmnyeckoe (CTaTuHbl)
Toproeble Mmapku: OnyBacTaTuH
PeKOMeH,EI,yeTCFl Ha3Ha4yaTb (DﬂyBaCTaTMH B CTaH}J,apTHOﬁ HayanbHoOM pose B
SLCO1B1 COOTBETCTBUM C KITMHUYECKMMM MOKa3aHUsMU. [JanbHenwmm nogéop O3MPOBKN CPIC
CYP2C9 cnenyet NPOBOANUTL B COOTBETCTBUM C pEKOMEHAALMAMM OJ19 KOHKPETHOIO
3a6o51eBaHus, C YYETOM 3OPEKTUBHOCTM fleYeHUS 1 MEPEHOCUMOCTH Tepanuu.
(9 HecTtepoupgHble NpOoTUBOBOCHNANUTENIbHbIE CPeAcTBa
N6ynpoden CTAHJAPT

dapm. gercTBure: aHanbresnpyollee, XXapornoHmxatollee, NPOTUBOBOCNaNUTeIbHoe

Toproeble mapku: Agsun, Agsun @ MAKCUMYM, ApTtpoKam, bpynon® gnsa geten, bpyoeH CP,
bymungon®, [leénok, Oonrnt®, NoyeseHl'eH, NoynupuH, N6ynupuH Kuac, eynpodeH, oynpodeH
Bendapwm, NéynpodeH Busa Gapm, MibynpodeH BI, oynpodpeH ana geten, MoynpodpeH OC,
NéynpodeH KaHoH, M6ynpodeH Meancop6, MéynpodeH PeHesan, NoynpodeH GapmacuHTes,
NBYTMPO®EH ®OPTE, 6ynpodeH T, N6ynpodeH SkcTpaKan®, NeynpodpeH-AKOC, N6ynpodeH-
AkpuxuH, NeynpoopeH-BEPTEKC, NoynpodpeH-Xemodpapm, NoydeH, NMHTpadeH-TEH, KOMBAJITNH®,
Makcukong® gna peten, MUIT® 400, MUT® ona geten, MUT® ona mansiwen, He6onuH® kanc, Hekct
YHo 3kcnpecc, HEKCT YHO BKCIPECC ®OPTE, HypodakTop, HypodacT®, HypodacTt® PoprTe,
HypodeH®, HypodeH® 12+, HypodeH® ansa paeten, HypodeH® YnbTpaKan, HypodeH® ¢popTe,
HypodpeH® Dkcnpecc, HypogpeH® Dkcnpecc Jlegn, HypopeH® Dkcnpecc Heo, HypogpeH® Dkcnpecc
dopTe, MNepea®, CepanbrnH® CMPUHT, TemnoHeT®, Gacnuk, PEHAOXXNO, SkcTpadeH KpoHodapm

PekomeHAyeTCa HauMHaTb eYeHne co CTaHZapPTHOM HayanbHON A03b,
npeaycMOTPEHHON AeNCTBYIOLWEN MHCTPYKLUMEN N0 MEAULMHCKOMY MPUMEHEHUIO

CYP2C9 npenapaTta. B ganbHenwem cnegyeTt NCNosb3oBaTb MUHUMaNbHYO 3GOEKTUBHYHO CPIC
[03y B TeYeHWe KpaTyanllero nepnofa BpeMeHu, Heo6Xo0AMMOro st AOCTUXEHNS
WHAMBUAYaNbHbIX Lenen neyeHus.

dapMakoreHeTn4eckunin npocunab



JlopHOKCHKaMm CTAHOAPT

dapm. gencTeure: aHanbresmpyollee, aHTUarperaHTHoe, XapornoHuxatollee,
NPOTMBOBOCMANMUTENIbHOE

Toproeble Mapku: 3opHuka, Kcepokam, Kcepokam panug, JIOPHNA®, NTopHokced®, JTopHOKCUKAM,
JIOPHOKCVIKAM BEJTOAPM, NopHokcrkam KaHoH, JlopHoKcukam-buHeprus, JTopHoOKCuKam-
TPNBUYM®, TOPHOJTNO®

PekomeHAyeTCa HauMHaTb eYeHne co CTaHAapPTHOM HayanbHON A03b,
npeaycMOTPEHHON AeNCTBYIOLWEN MHCTPYKLUMEN N0 MEAULMHCKOMY MPUMEHEHUIO

CYP2C9 npenapaTta. B ganbHenwem cnegyeTt NCNosb3oBaTb MUHUMaNbHYO 3GOEKTUBHYHO CPIC
[03y B TeYeHWe KpaTyanllero nepnofa BpeMeHu, Heo6X0AMMOro st AOCTUXKEHNS
WHAMBUAYaNbHbIX Lenen neyeHus.

Menokcukam CTAHOAPT

dapm. gencTeure: aHanbresmpyollee, aHTuarperaLmoHHoe, XaponoHuxatollee,
NPOTMBOBOCMANMUTENIbHOE

Toproebie mapku: AMEJTOTEKC®, ApTpo3aH®, bu-kcmkam®, NreHnTpoH®, Jlnbepym, Men6ek®,
Men6ek® ¢popTe, Menokc®, Menokcam, Menokcmkam, Menokcnkam Asekcnuma, Menokcukam
o6y¢pyc®, Menokcukam Bengpapm, Menokcukam OC, Menokcnkam KaHoH, Menokcukam Megucop6,
Menokcukam lMonncaH®, Menokcmnkam PeHean, Menokcukam LUTOA, Menokcukam-AKOC,
Menokcukam-AkpuxumH, Menokcukam-BEPTEKC, Menokcukam-IrPUHKPOCC QKCIIOPT,
Menokcukam-KcaHtnc, Menokcmkam-Jlekpapm, Menokcukam-OBL, Menokcukam-IpaHa,
Menokcukam-TeBa, Menokcukam-®apmannant, MEJTOKCUHOPM, Menodnekc Pomdapm,
Mecunon®, Mukcon-0a, MoBarenH® dkcnpecc, Mosanuc®, MosacuH®, MoBUKC®, PeBMapT, OKCEH-
CaHoBenb, dnokc Conogpapm, Anokc-COSTOpapm, DHTeNoKC®

PekoMeHAayeTCsA HaunHaTb JieYeHWe COo CTaHZAaPTHOM HavanbHOM 4O3bl,
npegycMOTPEHHON OeNCTBYOLWEN MHCTPYKUMEN NO MEAULIMHCKOMY NPUMEHEHUIO

CYP2C9 npenapata. B ganbHeiillem crefyeT UCMosib30BaTb MUHUMASbHYHO 3GHOEKTUBHYIO CPIC
[03Y B TeueHue KpaTyaiillero nepuoga BpeMeHu, Heo6X04UMOro A1 LOCTUXKEHNS
VHOMBUAYANbHBIX Liene neyeHus.

dapMakoreHeTn4eckunin npocunab
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NMupokcukam CTAHOAPT
®dapm. gencTBue: aHanbrenmpyroLLee, aHTUarperaLMoHHOE, XXapomnoHMXKatoLLee,
npoTnBoBOCHaNnTENIbHOE

Toproeble Mapku: Nupokcukam, NMupokcmkam 3, NMupokcmkam-OBL, MNupokcukam-Akpu®,
Mupokcukam-BEPTEKC, ®GuHanrens®

PekomeHAyeTCa HauMHaTb fleYeHne Co CTaHAapTHOM HavyanbHON A03b,
NpeayCMOTPEHHON AeNCTBYOLWEN UHCTPYKLMEN NO MEONLMHCKOMY NPUMEHEHUIO

CYP2C9 npenapaTta. B ganbHenwem crnegyeT MCNonb30BaTb MUHUMAIbHY 3G PEKTUBHYO CPIC
03y B TEYEHWe KpaTyanLlero nepmona BpeMeHU, He06Xo0ANUMOro ANS AOCTUXEHMUS
WMHOMBUAYaNbHbBIX Liefen nevyeHus.

TeHOKCUKam CTAHOAPT

¢apM. AeﬁCTBM92 aHanbres3npyrollee, >XaponoHmxakrluliee, npoTnesoBOoCnainTe/lbHOE

Toproebie mapku: APTOKCAH®, PenuHona, Tekcapen®, TeHokcukam, TeHokcnukam-TPUBUYM®,
TEHOJIMO®

PekoMeHAyeTCsa HaumHaTb JieYeHne COo CTaHgAaPTHOM HavanbHOM 4O3bl,
npeayCMOTPEeHHON AeMCTBYIOLEN MHCTPYKLUMEN MO MEAULMHCKOMY NMPUMEHEHNIO

CYP2C9 npenapata. B ganbHeiiliem crefyeT UCMosib30BaTb MUHUMASbHYHO 3GHOEKTUBHYIO CPIC
[03y B TeueHue KpaTyaiillero nepuoga BpeMeHu, HE06X04MMOro A1 LOCTUXKEHNS
VHOMBUAYANbHbIX LEesen nevyeHms.

dnyp6unpodeH CTAHOAPT

dapm. gencTBue: aHanbresmpyrollee, NPOTUBOBOCHANUTENbHOE

Toproeble Mmapku: PakcTaH-CaHoBenb, CTpencunc® NHteHcuB, OnypbunpodeH-dGapmctaHgapT

PekoMeHayeTCs HaumHaTb IeYeHNe CO CTaH4apTHOM HavarbHOM 403bl,
NpeayCMOTPEHHOW AeNCTBYIOLLEN MHCTPYKLMUENR MO MEAMLIMHCKOMY NMPUMEHEHMIo

CYP2C9 npenapata. B ganbHeiillem crefyeT UCMosib30BaTb MUHUMASbHYHO 3GHOEKTUBHYIO CPIC
[103y B TeUeHMe KpaTyalllero nepuoaa BpeMeHmn, Heo6XoaMMOro ANf AOCTUXKEHMS
VHOMBUOYaSbHbIX Liefiel NeyeHus.
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Llenekokcun6 CTAHOAPT

dapm. geicTemre: aHanbresnpyoLLee, XaponoHuxatollee, NPOTUBOBOCMANUTENIbHOE

Toproeble Mapku: [lnnakca®, Poykokcnb-PoyTek, CuMkokcuno, Lienebpekc®, Llenekokcuo,
LIEJTEKOKCWB BEJT®GAPM, Llenekokcnb OpraHuka, Llenekokcno-BEPTEKC, Lienekokcun6-Buan,
Llenekokcun6-TeBa, Llenekcnod

PekomeHAyeTCa HauMHaTb NeYeHne Co CTaHAaPTHOM HayanbHON A03b,
npeaycMOTPEHHON AeNCTBYIOLWEN MHCTPYKLUMEN N0 MeAULMHCKOMY NPUMEHEHUIO

CYP2C9 npenapaTta. B ganbHenwem cnegyeT UCMonb30BaTh MUHUMATbHYO 3GGEKTUBHYHO CPIC
[03y B TeYeHue KpaTyanllero nepnofa BpeMeHu, Heo6X0AUMOro s JOCTUXEHNS
WHAMBUAYANbHbIX LeNen neyeHus.

dapMakoreHeTn4eckunin npocunab
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BblAEJIEHUE N XPAHEHUE AHK

O6pasybl HK knueHTa BblgeneHbl U XpaHATCA B 6Mob6aHKe nadbopaTtopum. OTo NO3BOASIET NPU

HEOB6X0ANMOCTM NPOBECTM NOATBEPXAAIOLEEe uccnegoBaHme metogomMm CaHrepa nnu BblMoNHUTb

LOMNONHUTENbHBLIN aHanu3 6e3 NOBTOPHOro 3a6opa 6uomatepuana.

Buomatepuan

0O6bém OHK

YcnoBus XpaHeHus

CpoOK XpaHeHus

JononHuTenbHbI aHanu3

BoioeneHune n xpaHeHne AHK

Mepudepnyeckasn kposb (EDTA)

3.2 MKr, KOHUEeHTpaunsa 48 Hr/Mkn

[ONrocpoYyHoe xpaHeHue npu —20°C

5 neT ¢ gaTbl Bblgauun pes3ynbTtaTta

MOrYT ObITb BbIMOJSIHEHBI 6€3 NOBTOPHOrO 3a6opa
6rnomaTtepmana rno 3anpocy nauuveHTa
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