7Y , OMNINOME

[NJTAHNPOBAHWE
BEPEMEHHOCTW

[eHeTn4YeCKMn oTyeT

MAULWMEHT

MBaHoBa EneHa CepreesHa

BO3PACT

32 ropa

OATA BbiAYM OTYETA

09 man 2026

BPAY-TEHETMUK

XerynuHa NpuHa OnerosHa

EVIDENCE-BASED GENETICS



COOEPXXAHUE

O6was nipopmauma o6 uccnegoBaHum

KapuotunuposaHue

NccnepoBaHme KpynHbIX NepecTpoek B reHax

NccnepgoBaHne TOYeYHbIX BApPUaAHTOB B reHax

CneunanbHblie MeToAbl A1 BbIABNEHUS CNOXHbIX UBMEHEHUN B reHax
dapmakoreHeTUyeckun Npodunb

BbigeneHne n xpaHenme OHK

CopepxaHue



OBLLAA UHOOPMALINA Ob NCCNEOOBAHUA

2 WHPopmaums o KnueHTe

®no

Oata poxgeHus

BospacTt

Mon

[ata Bbigauu pesynbTaTa

ViBaHoBa EneHa CepreeBHa
1900-01-11

32

XeHckun

2026-05-10

2 WHdpopmaums 06 uccnepoBaHum

WNccnepoBaHue

Mnatpopma

OTBETCTBEHHbIN

Bpau-reHeTuk

O6wasa nidopmaumsa ob nccnegosaHm

o OK30MHOe cekBeHupoBaHue (NGS) ¢ 6uomHbopMaTUYECKUM
aHann3oM AaHHbIX

e XpOMOCOMHbIN MUKPOMaTPUYHbIN aHann3

o KapuotunupoBaHue

 MeHockaH 4000 (geneMind), P3H 2025/24616, Vazyme Exome Panel
e [eHockaH 3000, MukpomMaTpuLbl BbICOKOIO paspeLleHus

o GTG-okpacka 72-4acoBOW KynbTypbl IMM(OLUTOB NepupepruyecKkon
KpoBu

 [1LP ¢ nocnegyrowmm pparMeHTHbIM aHaIM3omM

XXerynuHa W. O.

XXerynuna W. O.



KAPUOTUNMNPOBAHUE

MeTop uccneposaHus: MeTtagasHbl LUTOreHeTMYECKUIA aHanu3 (KapuoTunupoBaHue)

PE3YJIbTAT: 46, XX

HopmanbHbIN YXEHCKU KapuoTun

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

LnutoreHeTndeckoe nccaenoBaHne KapmuoTurna — 3TO aHain3 Yncsaa u CTPYKTYPbl XpPOMOCOM
YesioBeKa. ViccrefoBaHue ro3BosISAET BbIIBUTb BPOXAEHHbIE n/in c6a/1aHCHPOBaHHbIE XPOMOCOMHbIE
r1epecTpoviku, KOTopble MOryT HE B/IUSITb Ha 340p0Bbe CaMOro Ye/10BeKa, HO MoBbILLIAaTh PUCK
becrnoans, HeBbIHalLMBaHus 6epemeHHocTH, Heyaad OKO, poxaeHus pebéHka ¢ XpoMOCOMHOMU

r1aTos10rmnet i MHOXECTBEHHbIMMU BpO)KﬂéHHbIMM rIopoKamMu pa3BUTHA.

KapvotunuposaHue



NCCJIEOOBAHUE KPYTHbIX NMEPECTPOEK BI'EHAX

MeTopa uccnepgosaHusi: XMA 9K30HHOIO YPOBHSI

O PE3Y/IbTAT: arr[GRCh38] 7931.2(117,480,500_117,502,000)x1

leTeposunroTHaa geneums yyactka reHa CFTR

CornacHo pekomeHgaunsam American College of Medical Genetics and Genomics 2024 roga, ons
152 reHoB, aCCOLMMPOBAHHbIX C HACNeACTBEHHbIMW 3a60/1EBaHUAMU, PEKOMEH0BaHA
OOMNONHUTENbHas NPOBEPKa KOMMEKCHbIX BapMaHTOB, BKKOYas KPYMHble geneuun u gyninkaumm
9K30HOB, FeHHble KOHBEPCUU N CNOXHbIe NePeCTPONKN, C UCMONb30BaHNEM CreLnann3mpoBaHHbIX
MeToAoB aHanmsa. OgHUM U3 TaKUX METOA0B ABASETCH XPOMOCOMHbIN MUKPOMaTPUYHbIA aHanms
3K30HHOM0 YPOBHS, MO3BONSAOLMNIA MOBBLICUTb BbIIBNIAEMOCTb CKPbITOrO HOCUTENBbCTBA KIIMHUYECKHN
3HAYMMbIX BapUaHTOB, KOTOpPble MOryT He onpefensiTbca cTaHgapTHbIM NGS-ceKkBeHMPOBaHUEM.

Bcero uccnepoBaHHO reHoB: 152

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

BCKDHB BMPR1A BLM BRCA1 BRCA2 BTD CC2D2A

cCcDC88C CDKN2A CEP290 CFTR CHEK2 CHRNE CLRN1

CLCN1 CNGB3 COL7A1 CPT2 CYPT1A1 CYP21A2 CYP27A1

CYP2D6 DES DHCR7 DICER1 DMD DSC2 DSG2 DSP
DYNC2H1 EPCAM EVC2 F8 F9 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 RADS1C RADS1D RB1 RBM20 RET
RPGR RS1 SCN5A SDHB SDHC SDHD SLC19A3 SLC26A4
SLC37A4 SLCG6A8 SMAD3 SMAD4 STKM SUFU TGFB2

MccneposaHue KPYMHbIX NepeCTpoeK B reHax



TGFBR1 TGFBR2 TNXB TP53 TYR USH2A VHL WT1

XPC

MykoBucumaos PUCK

leH

CFTR

BbiABNEHHbIV BapUaHT

BbIsiBNEHO HOCMTENBbCTBO MYKOBUCLMAO03A

FeHoMHas KoopAnHaTa

arr[GRCh38] 7q31.2(117,480,500_117,502,000)x1

Kak nposiBnisieTcsi 3a6osieBaHue?
leH CFTR kogmpyeT KaHar, y4acTBYHOLWMI B TPAHCNOPTE MOHOB U NOSAEPXXaHUN BOGHOro 6anaHca
anuTenmanbHbIX KIEeTOK.

[MaToreHHble BapuaHTbl B reHe CFTR npuBOOAT K Pa3BUTUO MYKOBUCLUMO03a — O4HOIo U3 Hanbonee
4YacCTblX ayTOCOMHO-peLeCCUBHbIX HacneaCTBeHHbIX 3a60/1eBaHuUN.

3aboneBaHne MOXET con pPOoBOXAOATbCA:

® XPOHNYECKNMMU 3aboneBaHNIMHN J'IéFKVIX;

PEeLMANBUPYOLWUMUN MHOEKLMAMU OblXaTeNbHbIX MyTen;

HapyLleHneM GYHKLMN MOoaXKeNyLoYHOM Xenesbl;

HapyLleHnemM nuuieBapeHund,

MY>XCKUM Becrnioguem;
e MNOBbILWWEHHbIM Ccoep>XaHnem X1opnagos B rnoTe.

TAXeCTb NPOSABNEHUN 3aBUCUT OT KOHKPETHbIX BapnaHToB CFTR 1 nx coyetaHus.

MccneposaHue KPYMHbIX NepeCTpoeK B reHax



EcTb i1 neyeHne?
[na mykoBucumao3a CyLWecTBYHOT COBPEMEHHbIE METOLbl Tepanuu, BKItOYas:

e MYKOJIUTUYECKYIO N MPOTUBOUHPEKLIMOHHYIO Tepanuio;

o GEepPMEHTO3aMEeCTUTENbHYIO Tepanuio;

e pecnmpaTopHyro NOOAEPXKKY;

e TapreTHble NpenapaThbl 415 HeKOTopbix BapuaHToB CFTR.

MpOrHo3 CcyLecTBEHHO yny4dlnncsa 6narofapsa paHHen AnarHocTUKe U COBPEMEHHOMY NeYeHuto,
o[HaKo 3a60sieBaHNe OCTAETCS XPOHUYECKUM U TPeBYeT NOXU3HEHHOTO HaBIAeHNS.

Y710 5TO0 3HAYMT )11 MEHSA?
Y Bac BbIIB/IEHA reTepo3nroTHaa geneund, satparmBarollad reH CFTR. Bbl aBnsgeTecb HOCUTENEM.

HocuTenbCcTBO 04HOro natoreHHoro BapnaHta CFTR 06bI4HO HE MPUBOAUT K pPasBUTULO
Kaccuyeckoro Mykoeucumaosa. OgHako COBpeMEHHbIE UCCefoBaHUSA NoKasblBatOT, YTO Y
HOCUTENEN MOXET ObITb HECKOJIbKO MOBbILLEHHAst CKTOHHOCTb K OTAENbHbIM 3a60/1€BaHUSIM.

B yacTHOCTH, Y HEKOTOPbIX HOCUTENEen onucaHbl:
¢ NOBbIWWEeHHaA 4YaCToTa peCrnnpaTtopHbIX VIHCDeKLl,VIVI;

* MOBbILIEHHAs BEPOATHOCTb Pa3BUTMSE GPOHX03KTa30B (pacluMpeHns GPOHX0B) BO B3POC/IOM
BO3pacTe;

e MANOMNATUYECKUA XPOHNYECKNIN NaHKpeaTuT.

3TN NPOSAIBNEHUS BCTPEYArOTCA HEYACTO U OObIYHO MMEIOT B60osee NIErkoe TeYeHme No CPaBHEHUIO C
MYKOBUCLMA030M. VIX pa3BUTUe, Kak NpaBuno, 3aBUCUT OT COYETaHUA reHeTUYEeCKNX U BHELLHUX
¢dakTopoB.

Ecnu y Bac ecTb TakuMe CUMNTOMbI, KaK YacTble BPOHXUTbI, XPOHUYECKMI Kallesb, peunansmpyroLime
NHOEKUMM fbiXaTeNbHbIX NMyTen UK NaHKpeaTUT, PeKOMeHAYeTCst 06CYAUTb 3TO C BPaYOM.

Mpw OTCYTCTBUM NOOOGHbLIX NPOSBIIEHWUI CrielparnibHoe HaboaeHne He TpebyeTcs.

Ecsn s nnannpyro poxxgeHne pe6EHKa, YTo BaXKHO y4ecTb?

HacnepoBaHue ayTOoCOMHO-peLueccmnBHoe. Ecnu napTHEP Takxke ABNSEeTCA HOCUTENEM NaTOreHHOro
BapunaHTa B reHe CFTR, puUcK poxaeHuns peb6éHkKa C MyKOBMCLIMO030M COCTaBNsAeT 25% npu Kaxxaomn
6epeMeHHOCT!.

PekomeHayeTcs reHeTnyeckoe o6cnefoBaHme napTHEpa. MNpy NOATBEPXAEHHOM HOCUTENBCTBE Y
060MX NapTHEPOB OBCYXAALOTCH PENPOAYKTUBHbIE CTpaTeruu, BKIoYasa npenmMniaHTaunoHHyo
reHeTu4yeckyto guarHoctuky (MIFT-M) n npeHaTanbHy0 OUarHOCTUKY.

PelwweHne npuHnmaeTca nHANMBUAYaNbHO NOCAE KOHCYNbTaLMn Bpaya-reHeTumka.

MccneposaHue KPYMHbIX NepeCTpoeK B reHax



NCCJIEOOBAHUME TOYEYHbIX BAPUAHTOB B rEHAX

MeTopa uccnepgosaHusi: NGS-cekBeHupoBaHue

CornacHo pekomeHgaunsam American College of Medical Genetics and Genomics 2021 roga u
nabopaTopHbIM cTaHgapTam 2024 roga, OCHOBHbIM METOAOM CKPUHMHIA Ha HOCUTENbCTBO
HacnencTBeHHbIX 3a6oneBaHnm aBnsieTca NGS-cekBeHMpoOBaHWe (CEKBEHNPOBaHME HOBOMO MOKOJSIEHMS).
[aHHbIN NoAXo4 NO3BONSAET aHaNM3NMPOBaTb 6ObLUYH YacTb KIMHUYECKM 3HAYUMbIX TEHETUYECKUX
N3MEHEHWUN, CBA3aHHbIX C MOHOrEeHHbIMW 3a60N1eBaHUAMU, NPEXAe BCero OAHOHYKNeoTUAHbIE BapuaHThbl 1
HebonblUMe BCTaBKU UK Aeneuun B reHax, KoTopble COCTaBNSAOT OCHOBHYHO [0S0 NAaTOreHHbIX BapMaHTOB
npu HacnepcTBEHHbIX 6ONE3HSX.

O630p No KaTeropusam

HocuTtenbCcTBO ayTOCOMHO- HacnepcTBeHHbIe OHKOMOrnyeckue
. U3MEHEHUE HOPMA
peueccuBHbIX 3a60n1eBaHUi CUHOPOMDbI

HacnepncTtBeHHble apUTMUK,
KapgMomMuonaTum u gpyrue HacneacTeeHHble HOPMA OnacHble peakunn Ha HapKo3 HOPMA
6onesHun cepgua

MeTa6onnyeckne u CUCTEMHbIE OHOOKPUHHbIE HApYLLUEHUS U CaXapHbIn
HOPMA HOPMA
3aboneBaHNs B3pOCNOro ge6roTa onabet
HapylieHuss coeguHUTeNbHOM TKaHu, MaTonorus UMMyHuUTETa, KOMIMJIEMEHTA U
. N3MEHEHUE . HOPMA
KOCTEWN U CyCTaBOB PUCK TSXenbIX MHeKLMn

© HocurtenbcTBO dYTOCOMHO-peLeCCUBHbIX 3a60s1eBaHUMA

Bcero uccnepoBaHHo reHoB: 581

GJB2 CYP21A2 KIAA0825 AIMP1 AAAS AARS1 AARS2 AASS
ABCA3 ABCA4 ABCBT11 ABCB4 ABCC2 ABCC6 ACAD8 ACAD9
ACADM ACADS ACADSB ACADVL n ap.

VccnepoBaHme TOYEYHbIX BapuaHTOB B reHax 7



HecuHapomanbHas ayToCOMHO-peLeccuBHasa notepa cnyxa 1A puck

BbisiBfieHO 30,0p0OBOE HOCUTENBCTBO HeCVIHIJ,pOMaJ'IbHOﬁ ayTOCOMHO-peLI,eCCVIBHOﬁ noTepun cnyxa
1A

leH BbisiBNEHHbIV BapuaHT
GJB2 [eTepo3nroTHbI BapuaHT reHa
[[eHOMHasg koopguHaTta cDNA
chrl3:20189546AC>A c.35delG
benkoBoe namMeHeHne MokpbITHe
p.Glyl2fs 210%

Kak nposiBnisieTcsi 3a6osieBaHue?

leH GJB2 kogupyeT 60K KOHHEKCUH 26, KOTOpbIV Y4acTBYeT B nepefaye MOHOB 1 MeTabonToB
MeXAy KneTKaMu BHYTpeHHero yxa. OH urpaet K/Ito4YeByro posib B NOAAEPXKAHUN HOPMabHOM
(DyHKLLI/II/I BOJIOCKOBbIX KJTETOK YITUTKW.

Mpwn HanMuMK gBYX NaTOreHHbIX BapnaHTOB Pa3BUBAETCA BPOXAEHHAs UM PaHHSA feTcKas noTeps
cnyxa. 3a6ofieBaHue U30IMPOBaHHOE, 6e3 NopaXKeHust APYrnx opraHoB. CTerneHb CHUXEHUS cryxa
MOXET BapbUpPOBaTb OT JIErKOM A0 rMy6OoKoW. Y 60MbLIMHCTBA NaLMEHTOB NopaXkeHue ciyxa
ABNSIETCS €AMHCTBEHHBIM CUMMNTOMOM W HE COMPOBOXAAETCHA APYTMMMU HapyLLUEHUAMM.

Ectb 1 neyeHune?

[eHeTUYecKyto NPUYMHY YCTPaHUTb HEBO3MOXHO. MMpOBOAUTCSA paHHANA cnyxoBas peadbunutaums,
cnyxonpoTe3npoBaHue Uin KoxneapHaa nMnJiaHTauua. |_|pl/l CBoeBpeMeHHOVI KoppeKunn BO3IMOXHO
NOJIHOLEHHOE pa3BUTUE pedn.

Y10 3TO 3HAYUT [J11 MEHS?

Y Bac BbIABIEH OOuH MaTOreHHbln BapWaHT B reHe GJBZ, Bbl AB1A€TECb 340POBbIM HOCUTEJIEM.
HocuTenbCTBO He CONPOBOXAAETCA KINMHUYECKUMU CUMNTOMaMM U He BIUAET Ha COCTOsHNE
300p0OBbA. 3aboneBaHne pasBunBaeTCA TOJIbKO NMPU Hann4num AByX natoreHHbIX BapnaHTOB — MO
OOHOMY OT KaXgoro poautens.

VccnepoBaHme TOYEYHbIX BapuaHTOB B reHax



Ecsin s1 nnannpyro poxxgeHne pe6EHKa, YTo BaXKHO y4ecCTb?
HacnepnoBaHve ayTOCOMHO-peLieccuBHoe. Ecnmn napTHEP TakxKe ABNAETCS HOCUTENEM NaToreHHoro

BapuaHTa B reHe GJB2, pucK poxaeHus pe6éHKa ¢ HapyLleHneM criyxa cocTaBnseT 25% npu

Ka)gon 6epeMeHHOCTU. PekomeHayeTcsa reHeTuYeckoe obcnegoBaHue napTHeEpa. Mpu

NoATBEPXAEHHOM HOCUTENbCTBE Y 060MX NapTHEPOB 06CYXAAKTCA PenpOAYKTUBHbIE CTpaTeruu:

npenmMniaHTaunoHHaa reHeTn4yeckaa gnarHoCTtuka (MrT-M) nnn npeHataJibHada gnarHoCTuka.

PelwweHune npuHnmaeTca nHANBUAYanbHO NOCAE KOHCYNbTaLMM Bpaya-reHeTumka.

Bpo)XxgeHHas runepnnasus Kopbl HagnovyeyHukos (BIrKH),

nedpuumt 21-rupgpokcunasbl

BbisiBfieHO 300p0OBOE HOCUTENbCTBO BpO)l(p,eHHOI)’I rmnepnnas3nm Kopbl Haano4Ye4yHUKoOB

[eH

CYP21A2

[eHOMHas KoopAaunHaTta

chr6:320401106G>T

BenkoBoe nameHeHue

p.Val282Leu

Kak nposiBnisieTcsi 3a6oseBaHue?

BbIsSIBNEHHbIN BapuaHT

reTep03VIFOTHbIl7I BapWaHT reHa

cDNA
C.8446G>T

[MokpbITne

172x

AyTOCOMHO-peLiecCMBHOe 3ab0f1eBaHue, Bbi3aBaHHOE MyTaunsamu B reHe CYP21A2, kogupytoLem

depMeHT 21-rugpoKcunasy, y4acTByHOLWMIA B CUHTE3e KOPTM30/a M anbgocTepoHa. deduunt

npuMBOOAUT K CHUXXEHUIO NMpoayKUnUn KOPTU3Oosia u, npu TAXKENbIX dopmax, anbgoCTepPOHa, C

KOMMEHCaTOPHbIM MOBbILLEHNEM afPEHOKOPTUKOTPOMHOIO rOPMOHa U N3BLITOYHON NPOAYKLMEN

aHApPOreHoB. BblaensatoT conbTepstoLLyto GopMy (C pUCKOM TSXKENOM NoTepu COnu 1

KM3HEYrpoXKaroLen Haano4YeYHMKOBOM HELOCTAaTOYHOCTM B HEOHATAlbHOM NEPUOAE), MPOCTYHO

PUCK

BUPUIM3MPYHOLLYIO GOPMY U HeKnaccuyeckyo popmy C 6osiee MArKUMU NPOsABIEHUAMU. Y feBoYeK
BO3MOXHa BUPWUIN3aLIMA HaPYXXHbIX MOSTOBbLIX OPraHoB, Y 060MX MOM0B — HapyLUEHUa pocTa U

nybepTtarta. Heknaccmnyeckasa popma MOXET NPOSIBAATLCS B MOLPOCTKOBOM UK B3POCSIOM Bo3pacTe

runepaHaporeHner n HapyLweHMaMn GepTUIbHOCTH.

VccnepoBaHme TOYEYHbIX BapuaHTOB B reHax



Ectb 11 neyeHune?

JleyeHne apHEeKTUBHO N OCHOBAHO Ha 3aMeCTUTENIbHON Tepanuu rMioKOKOPTUKOCTEpONLaMHU, a nNpu
COJ'IbTepﬂI-OLLl,eVI q)opme - TakKXXe MUHepanoKOopTUKOCTeEpONaAaMn n KoppeKumeﬁ 3JIEKTPOJINTOB. |_|pl/l
paHHen AnarHoCTUKe U afeKBaTHOW Tepanuu NPorHo3 61aronpusaTHbIA. Bo MHOMMX cTpaHax
NPOBOANTCA HeOHaTaNbHbIN CKPUHWHT. [pK NpaBUbHOM BeAeHWUM NaLmueHTbl MoryT MUMeTb
HOPMaJibHO€ Ka4yeCTBO XU3HU U COXpaHéHHyI'O pPenPoOaAyKTUBHYHO (byHKLl,l/II-O.

Y710 5TO0 3HAYMT )11 MEHSA?

Y Bac BbISIBNIEH OfMH NaToreHHbln BapuaHT B CYP21A2, Bbl ABNSieTECH 300POBbIM HOCUTENEM.
HocntenbCTBO HE COMPOBOXAAETCA KITMHUYECKOM HAaAMOYEeYHNKOBOM HEQOCTAaTOYHOCTbIO. B
OTAENbHbIX CinyYvaaX Npn MArkKnx sapmaHTax BO3MOXXHO MUHUMallbHOE B/IUAHUE Ha YPOBEHb
aHOporeHoB, HO KIIMHNYECKN 3HAaYUMbIX l'lpOFlBJ'IEHVIVI 00bIYHO HeT. 3abosieBaHue Pa3BuBaeTCd npu
HannuuM ABYX NaTOreHHbIX BapuaHTOB — MO OAHOMY OT KaX[A0ro poauTens.

Ecnm 5 nnaHupyro poxxgeHune pe6éHKa, 4To BaXKHO y4ecTb?

HacnepnoBaHue ayTOCOMHO-peLeccnBHoe. Ecnun napTHEpP Takxke ABNSEeTCA HOCUTENEM NaTOreHHOro
BapuaHTa B CYP21A2, puck poxaeHus pe6éHka ¢ BI'KH cocTtaBnsieT 25% B Kaxgon 6epeMeHHOCTMH.
BaXXHO yunTbIBaTb, YTO TAXKECTb 3a60/1EBAaHNSA 3aBUCUT OT KOMOMHaLUUKM BapnaHToB. PekomeHayeTcs
MONeKynsaApHoe TeCTUpoBaHMe NapTHEPa. MNpu NOATBEPXKAEHHOM HOCUTENBLCTBE Y 060MX CYNpyros
06CYXOAt0TCH PENPOAYKTUBHbIE OMNUMW: MPEUMIIaHTaLMOHHasa reHeTnyeckas guarHoctuka (MrT-M)
NN NpeHaTanbHas gnarHocTtuka. Mpu nnaHnpoBaHMn 6epeMEeHHOCTM NPUHLMANANBHO BaXKHO
reHeTUYeCKoe KOHCYNbTUPOBaHME AN OLEHKM pyUcKa conbTepstoLlen GopMbl.

Opyrue sadconesaHusi

OcTarnbHble nccnegyemMble peleccuBHble 3aboneBaHus: o pesynbTaTtaM NpoBefEHHOIO
KOMMIEKCHOrO reHeTU4YeCcKoro o6cnefoBaHus Apyrnx NatoreHHbIX 1 BEPOSITHO NaTOreHHbIX
BapMaHTOB B reHax, aCCOLUMNPOBAHHbIX C 8y TOCOMHO-PEeLLeCCUBHbIMW 3a60/IeBaHNSIMU, BbISIBIEHO
He 6bI510 (knaccudumkauus BapmaHToB cornacHo ACMG). CnefyeT yunTbiBaTb OrpaHNYeHus
npumMmeHsieMmon TexHonornm NGS-cekBeHMpPOBaHWS, KOTOpasi MOXET UMETb CHUXEHHYHO
YyBCTBUTENBbHOCTb B OTHOLUEHUM HEGObLUNX AeNeuUnn n gynamkKaumim OTAeNbHbIX 9K30HOB, a TakxXe
60s1ee KPYMHbIX CTPYKTYPHbIX NepecTpoek. [Npu Hannynum KNMHNUYECKUX NposiBeHN Um
COOTBETCTBYHOLLEro CEMENHOr0 aHaMHe3a MOXET BbITb PEKOMEHA0BAHO YTOUHSsOLLEee
nccnegoBaHue C UCMOJb30BaHUEM [OMOSHUTENbHbBIX MeTOA0B. [py NnaHMpoBaHUM 6epeMEHHOCTH
pekoMeHAoBaHa KOHCYNbTaunsa Bpaya-reHeTnka ansg 06CyXaeHnsa HeoOX0ANMbIX AOMNONHUTENbHbIX
TECTOB K 9K30MHOMY CEKBEHUPOBaHMUIO.

VccnepoBaHme TOYEYHbIX BapuaHTOB B reHax



© HapylweHunsa coeguHUTENbHOM TKaHU, KOCTEN U CYCTaBOB

Bcero uccnepoBaHHO reHoB: 26

FLG ALPL B3GAT3 BAGALT7 COL1A2 COL3A1 COL4A3 COL4A4
COL6A1 COL6A3 COL7A1 ELN ENPP1 FBN1 FBN2 FKBP10
FKBP14 LRP5 PLOD1 PLOD2 n ap.

MNMpeppacnono)XXeHHOCTb K aTONMUYeCcKoOMy fiepMaTuUTy, PUCK

cBsi3aHHas ¢ reHom FLG

BbisiBrieH BapUaHT reHa FLG, aCCOU,VIVIPOBaHHbIﬁ C NOBbILLEHHOM npeapacnosioXXeHHOCTbIO K
aTonnyeckKomMmy gepmMmatuty

[eH BbisiBNEHHbIVM BapuaHT
FLG BbiABNeH BapnaHT reHa

eHOMHasi koopguHaTa cDNA

chr1:1523133856>A c.1501C>T

benkoBoe nameHeHne MokpbITHE

p.Argb01x 400x%

Kak nposiBnsieTcsi 3a6onesaHue?

leH FLG kogupyeT ounarrpuH - 6e10oK, KOTOpbIN UrpaeT BaXXHYH posfib B GOPMUPOBaHMUM 3aLLUTHOIO
6apbepa KoXu. TOT 6apbep NPenaTCTBYET M3ObITOYHON NOTEPE BNarn 1 3awmLLiaeT KOXy OT
paspgpaxuTtenemn, anfepreHoB n MMKpPOOPraHM3MOB.

HekoTopble BapnaHTbl B reHe FLG cBA3aHbl € NOBbILLEHHOM npenpacnoyioXXeHHOCTbHO K HapyLUeHUo
6apbepH017| QYHKLNN KOXMU. OpfHaKo 37O He 03HayvaeT 0653aTeNlbHOro pa3BUTUA 3ab60N1eBaHuS:
MHOrme Hocutesnim He UMeLOT Bblpa>XeHHbIX CUMIMTOMOB.

KnuHnyeckme nposiBReHns, ecnv oHM BO3HUKALOT, Yallle NoABMS0TCA B eTCKOM Bo3pacTe U MoryT
BK/IHOYaTb CyXOCTb KOXM, 3y[, LWenylleHne, BocnanuTesbHble BbiChbiNaHus, a Takxe 6osiee BbICOKYHO
BEPOATHOCTb aTOMUYECKOro AepmMatuTa. Y 4acTu HoCUTeNnen MOXeT BbITb MOBbILLEH PUCK
CONYTCTBYIOLUMX anfiepruyeckmx COCTOAHMI, HanpruMep anieprnyeckoro pUHMTa UM 6POoHXUaNbLHOMN
aCTMbl, 0COGEHHO NPU HanuunM pyrux GakTopoB pucka.

VccnepoBaHme TOYEYHbIX BapuaHTOB B reHax
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Ectb 11 neyeHune?

Cneunpunyeckoro ie4YeHunst, yCTPaHAOLLEro reHeTUYECKY O NPUYNHY, He cyllecTByeT. [pu Hannyum
CMIMNTOMOB UCNOJNTIb3YHOTCA yB1aXXHAKOLWME cpencTea AJid BOCCTaHOBJIEHUA KOXXHOIO 6apbepa,
NPOTUBOBOCMNANUTENbHas Tepanus U HabngeHWe y gepmaTosniora unm anneprosora. NporHos
06bIYHO GNAronpPUATHbIN: Y MHOMUX NoAel NPosABeHUs NN60 OTCYTCTBYIOT, IMGO XOPOLLO
KOHTPONMPYIOTCH CTaHAAPTHOW Tepanuen.

Y710 5TO0 3HAYMUT )11 MEHSA?

Y Bac BbIsIBNeH BapuaHT B reHe FLG, cBA3aHHbIM C NOBbILLEHHOW NPeapacnooXeHHOCTbHO K
HapyLLUEeHMIO GapbepHON GYHKLMN KOXN. Hannuyme sToro BapmaHTa He 03Ha4aeT, YTO COCTOsIHME
06s13aTeNIbHO Pa30BbLETCS.

ECnu CUMNTOMbI MMEIOTCS, OHWU MOTYT BKJTHOUaTb CYXOCTb KOXM, 3y U CKIOHHOCTb K aTOMMYeCcKoMy
AepMaTuTy.

Ecnm 51 nnaHupyro poxxgeHune pe6éHKa, 4To BaXKHO y4ecTb?

BapwnaHT B reHe FLG MoXeT HacnepoBaTbCsi Pe6EHKOM C BEPOSATHOCTbO 50%. Ecnun pe6GeHok
yHacnegyeT OAMH TaKoM BapuMaHT, BO3MOXHbI CYyXOCTb, MOBbILLIEHHast YYBCTBUTENbHOCTb KOXU UK
npegpacnonoXeHHOCTb K aTONMYECKOMY AePMaTUTY, OOHAKO Y MHOMMX HOCUTENEN CUMMTOMbI
OTCYTCTBYHOT UK BblPaXKeHbl MUHUMaJTbHO.

Ecnn pe6EéHOK yHacnepyeT BapuaHThl B reHe FLG oT o6omx poauTenem, KOXHble NPOSIBIEHUSI MOTYT
6bITb 6051€€ BblpaXeHHbIMU. [Py 3TOM COCTOsIHUE O6bIYHO OrpaHNYMBaETCS KOXXHLIMW CUMMNTOMaMu
N XOPOLLO NoAAAETCS OepMaToNorMyeckomMy feyeHuto.

[Mofo6Hble BapmaHTbl BCTpeYatoTcs 4OCTaTOYHO YacTo B Nonynsumu. BelsBAEHHbIN pe3ynbTaTt He
TpebyeT N3MeHeHUs1 penpoayKTMBHbIX NaHOB. CrielumanbHble MeTOLbl PENPOLYKTUBHON
OMarHoCTUKKN 0BbIYHO He TpebyoTCS.

Opyrue 3aboneBaHus

OcTanbHble nccnegyemble HapyLlleHUs CoeanHUTENbHOW TKaHNn, KOCTen 1 cycTtaBos: o
pesyfnbTaTaM aHanM3a reHoB, aCCOLMNMPOBAHHbLIX C HaceACTBEHHbIMU 3a60/1eBaHNAMM
COeOMHUTENbHOW TKaHW, KOCTEN U CYCTaBOB, MAaTOreHHbIE U BEPOSTHO NMaTOreHHble BapuaHThI
BblsiBIeHbl He 6b1n (ACMG). MNonyyeHHble faHHble He MOATBEPXAAOT HalMymMe MOHOIMEHHOro
CUMHApPOMa AaHHoM rpynnbl. CneayeT yunuThiBaTb orpaHuyeHnsa metoga NGS-cekBeHnpoBaHus. [MNpun
HaMYMN KITMHUYECKNX MPU3HAKOB (rMnepMoBunbHOCTb, YacTble NepesioMbl, COCYAUCTbIe
OCIOXHEHUS) NN OTArOLEHHOIO CEMENHOI0 aHaMHe3a PeKOMeHAYEeTCS KOHCyNbTaLuus Bpayva-
reHeTuKa 4151 YTOUYHAOLWEN ONAarHOCTUKM.

VccnepoBaHme TOYEYHbIX BapuaHTOB B reHax
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HacnepcrteeHHble OHKONIOrMYeckKue CUHAPOMDI

Bcero uccnepoBaHHO reHoB: 85

BRCA1 BRCA2 PALB2 CDH1 STKM TPS3 PTEN MLH1
MSH2 MSH6 PMS2 EPCAM APC BMPR1A SMAD4 RB1
VHL MEN1 RET NF1 n ap.

B pamkax aHanusa reHoB, aCCOLMNPOBAHHbIX C HAaCNeACTBEHHBIMU OHKONOTMYECKUMM
CUHOPOMaMM, NAaTOreHHbIe U BEPOSITHO NaTOreHHble BapuaHTbl BbisiBNIeHbl He Gbln (cornacHo
Kputepusam ACMG). Ha 0CHOBaHMM NOyYEHHbIX AaHHbIX NPU3HAKOB MOHOrEeHHOM OHKOIOrMYeCcKom
npeapacnonioXXeHHOCTN He 0BHapy>XXeHO. CredyeT yunTbiBaTb orpaHnyeHms NGS-
CEKBEHMPOBaHUSA B OTHOLLEHUWN BbISABNIEHUSI HEKOTOPbIX TUMOB FEHOMHbIX NepecTpPoekK, BKAOYas
39K30HHbIE feneuuu, aynnmkaummn n 6onee KpyrnHble CTPYKTYpPHble BapuaHTbl. [Mpn Hanuumm
OTArOLEHHOr0 CEMENHOro OHKOMOrMYeCcKOoro aHamMmHesa, paHHUX CllyYyaeB 3110Ka4yeCTBEHHbIX
HOBOOGPA30BaHNA UM MHOXECTBEHHbIX OMyX0Nen B CEMbe PEKOMEHAYETCA KOHCYNbTaumsa Bpaya-
reHeTUKa ANns oueHKNU HeO6XOAMMOCTH YTOYHAKOLWEro 06CnefoBaHNs U NePCOHaNU3nMpPoOBaHHOIo
CKPUHUHTa.

HacneacTtBeHHble apUTMuM, KapguomMuonaTum u gpyrme
HacneacTBeHHble 60/1e3HU cepaLia

Bcero uccnepgoBaHHo reHoB: 34

CACNA1IC CASQ2 KCNE1 KCNH2 KCNQ1 RYR2 SCNSA TRDN
ACTA2 ACTC1 BAG3 DES DSC2 DSG2 DSP FLNC LMNA
MYBPC3 MYHT MYH7 n ap.

Mo pe3ynbTaTam aHanusa reHoB, aCCOLMUPOBAHHbIX C HACNeACTBEHHBIMU HapyLLIEHUAMM
CepAeyYHoOro puTMa, NaToreHHble U BepPOATHO NaToreHHble BapuaHTbl He BbisiBneHbl (ACMG).
Mony4yeHHble AaHHble He YKa3bIBalOT Ha HanMune NoaTBepPXXAeHHOW MOHOreHHON GopMbI
HacnencTBeHHON apuTMun. Cnegyet yunTblBaTb, YTo NGS-CeKBEHUPOBaHNE MOXET He BbISBNSATb
OTAENbHble CTPYKTYPHbIE BapUaHTbl, BK/IOYas HeGonbluMe Aeneummn u gynnvkauuu. MNpu Hanmyumm
KIIMHUYECKUX CUMMTOMOB (0BGMOPOKM, 3NN30A4bI BHE3AMHOM NOTEPU CO3HAHUSA, CEMENHbIe ClyYau
BHEe3arnHon cepaeyHon CMepTN) peKoMeHyeTCs KOHCYNbTauma Kapauosiora v Bpada-reHeTumka.

VccnepoBaHme TOYEYHbIX BapuaHTOB B reHax
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OnacHble peakuuu Ha HApKoO3

Bcero nccnepgoBaHHO reHos: 4

BCHE CACNA1S RYR1 STAC3

Mo pe3ynbTaTam aHanu3a reHoB, aCCOLMUPOBAHHbIX C FeHETUYECKUN 0BYCTIOBIEHHLIMU ONaCHLIMM
peakLMsMM Ha aHeCTe3unto, BKIHOYas 3/1I0KaYECTBEHHYIO TMNepTepPMUIO U HapyLLeHUs MeTabomamMa
MUOPENaKCaHTOB, MATOreHHbIe Y BEPOSITHO NAaTOreHHble BapuaHThbl BbisiBNeHbl He 6bliv (ACMG).
CnepyerT yunTbiBaTb, 4To NGS-CeKBEHMPOBaHME He UCKHOYAET Hannume peaKnux CTPYKTYPHbIX
NnepecTPOoeK U BapuMaHTOB B HEKOAUPYHOLLMX pernoHax. Mpu nnaHUpoBaHUM onepaTuBHbIX
BMeLLIaTeNIbCTB M HallMUMM HaCTOPaXKMBaKOLLEro CEMENHOro aHaMHe3a peKoMeHayeTcs
MHOOPMUPOBATL aHeCTe3nonora u NP Heo6Xo0AMMOCTHN 0BCYAUTL AOMOSHUTENIbHbIE MepbI
NPefoCTOPOXHOCTH.

MeTab6onuyeckue U cUCTeMHble 3a60/1eBaHuUsi B3pOCIOoro
neolTa

Bcero uccnepgoBaHHoO reHoB: 35

ABCA1 ABCG5 ABCG8 APOB APOC2 APOE ATP7B CD36
CETP CP F12 F13A1 F2 F5 F7 F9 FECH GAA
GBA GPIHBP1 n ap.

Mo pesynbTaTam aHanmsa reHoB, aCCOLUMMPOBAHHbBIX C METaBb0IMYECKUMUN U CUCTEMHBIMU
3abonieBaHUSAMM B3POCOro gebrota, naToreHHble U BEPOSITHO NaTOreHHble BapuaHTbl He BbISIBNEHbI
(ACMG). MNony4yeHHble gaHHble He CBMAOETENbCTBYHOT O HAaMYMM NOATBEPXAEHHOrO MOHOMEHHOro
MeTabonm4yeckoro 3abonesaHus. CnegyeTt yunTblBaTb OrpaHnyeHuns tTexHonornm NGS-
CEKBEHMPOBaAHUS B OTHOLLEHWUN OTAEMbHbIX TUMOB CTPYKTYPHbLIX BapuaHTOB. [Npn Hannymm
KITMHUYECKUX NPOSABIEHNNA, BUOXMMUYECKNX OTKIIOHEHWI UMM COOTBETCTBYHOLLLErO CEMENHOMO
aHaMHe3a PeKOMeHAYEeTCs KOHCYNbTaumsa Bpava-reHeTuka ansg BO3MOXHOro paclMpeHHoro
ob6cnengoBaHuA.

VccnepoBaHme TOYEYHbIX BapuaHTOB B reHax
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© OHAOKPUHHbIE HApYLUEHUS U caxapHbIX guabeT

Bcero uccnegoBaHHO reHoB: 24

ABCC8 CASR CYP11B1 CYP11B2 DUOX2 DUOXA2 FSHR GCK
GNRHR HNF1A HNF4A INS MC2R POMC PPARG PROP1
PTH PTH1R STAR TG n ap.

B pamkax aHanm3sa reHoB, aCCOUMMUPOBAHHbLIX C MOHOMeHHbIMU GOPMaMU SHOOKPUHHbBIX
HapyLLEeHU N caxapHoro anabeTa, NaToOreHHble U BEPOSTHO NaToreHHble BapuaHThbl BbiSiBNIEHbI HE
6bin (ACMG). NeHeTnyeckux npusHakoB MODY, BPOXAEHHbBIX 3HAOKPUHONATUI UK APYTnX
MOHOIEHHbIX 93HAOKPUHHBIX 3a60neBaHUN He o6HapyXXeHo. CrneayeT yunTtbiBaTb, 4TO NGS-
CeKBeHUPOBaHME MOXET UMETb OrPaHNYEHNS B BbISIBIIEHUN HEKOTOPbLIX TUMOB CTPYKTYPHbIX
N3MeHeHUI. MNMpu HaNNYUN KIMHUYECKUX MPU3HAKOB SHOOKPUHHBIX HapyLUEHUA NN CEMENHON
NCTOPUN PEKOMEHAYETCH KOHCYNbTaunsa SHOOKPUHOMOra U Bpava-reHeTuka.

MaTonorus UMMyHUTETa, KOMIJIEMEHTAa U PUCK TAXKESbIX
UHPeKuUn

Bcero uccnepoBaHHo reHoB: 39

ADA ADA2 AIRE C2 c8sB CCDC103 CCDC39 CCDC65
CFH CFI CR2 CTLA4 CYBA DNAAFN DNAAF3 DNAAF4
DNAHT1 DNAH5 DNAI DOCKS8 n ap.

B xoge aHanusa reHoB, acCoOLMNPOBAHHbIX C NEPBUYHBIMU UMMYHOAEPULNTAMUN, HAPYLLEHNAMMU
CUCTEeMbl KOMMIeMeHTa 1 LUMINONaTUsMu, NaToreHHble U BEPOATHO NaTOreHHble BapuaHThl
BbisiB/IEHbl He 6bln (ACMG). F'eHeTUYEeCKNX MPU3HAKOB MOHOTE€HHOI0 MMMYHOLEPULMTHOIO
COCTOSIHUSI He 0BHapy>XeHo. CnefyeT yuntoiBaTb, YUTo NGS-CcekBeHMpPOBaHME MOXET He BbISABMATb
OTAEeNbHble CTPYKTYPHbIE BapuaHTbl. [MpU HaNUUMn KIIMHUYECKUX NPU3HAKOB MMMyHoLednumnTa,
YacTbIX TXENbIX UHGEKUUIN UK COOTBETCTBYIOLLErO0 CEMENHOro aHaMHes3a peKoMeHoBaHa
KOHCYNbTauus Bpaya-reHeTuka nu MMMYyHosora.

VccnepoBaHme TOYEYHbIX BapuaHTOB B reHax



CMNEUNANIbHbIE METO bl AJ14 BbIABJIEHUA CJTOXXHbIX
N3MEHEHWN B TEHAX

MeTop uccnepgosaHusi: XMA ak3oHHoro ypoBHs, NLP ¢ nocneayowmm ¢pparMmeHTHbIM aHasIM30M

CuHppom nomMmkoun X-XpomMoCcoMmMbl PUCK

BbisiBnieHa npemyTauunsa reHa FMR1

leH BbIiBNEHHbIN BapuaHT

FMR1  Konnuectso CGG-nosTopos. B reHe FMR1: 57/30

OnucaHne

l'eH FMR1 pacnonoxeH Ha X-XpOMOCOME U1 COAEPXMUT YUYaCTOK NMOBTOPSOLLENCS
nocnepgoBatenbHocTn CGG. YBenu4yeHune yncna CGG-noBTopoB MOXET NPUBOLUTL K Pa3fNYHbIM
FMR1-accoummpoBaHHbIM COCTOSIHUAM.

MpemyTauma FMR1 (55-200 CGG-NoBTOPOB) Y XEHLLMH MOXET 6biTb CBA3aHa C NMOBbILIEHHbIM
PUCKOM NpexaeBpeMeEHHOro NCTOLLEHUSA SUYHUKOB, a TakXXe C PUCKOM YBENMYEHUs YMcna NOBTOPOB
npuv nepepaye OeTam.

Puck akcnaHcum 3aBncut ot Konnyectea CGG-noBTOPOB: YEM UX B60SIbLUE, TEM BbllLe BEPOATHOCTb
nepexoga npemyTauumn B NOMHYHO MyTaLMo Y MOTOMCTBA.

EcTb 5in neyeHne?
Cneumopmnyeckoro fieyeHuns, yCTPaHaoLLIEero reHeTUYeCKyr NpUUYnHY CUHAPOMA JIOMKOMN X-
XPOMOCOMbI, HE CyLEeCTBYEeT.

Mpu Hannyum 3a6oneBaHNA MeanLMHCKasi MOMOLLb BKHOYaeT:

HEeBPOJIorn4yeckoe n ncnuxmatpmnyeckoe HabnaeHne;

KOppeKUMOHHO-pa3BuBakoLlmMe nporpamMmmsbl;
e jloronegnyeckKyro U nCUxXonornyecKyro nomMolLlb;
* CUMNTOMAaTUYECKYHO Tepanuto.

Mpu FMR1-accoummpoBaHHOM npexaeBpeMeHHOM UCTOLLEHUN ANYHUKOB MOXET NoTpeboBaTbCs
HabrofeHne y penpoayKrosora U rmHeKonora.

[MpOrHo3 3aBMCUT OT YMCra NOBTOPOB, Nosa NauneHTa n KoHkpeTHoro FMR1-accoummpoBaHHOro
COCTOAHUA.

Cneu,maanble MeTOoAbl A5A BbIABNEHUA CITOXHbIX N3MEHEHUI B reHax



Y10 3TO 3HAYNT [J11 MEeHS?
Y Bac BbIsiBIeHa npemMyTauus B reHe FMR1.

Y XeHLNH Hannuyue npemMyTaLmm 06bl4HO HE MPUBOAUT K pa3BUTUIO CUHAPOMa MapTuHa-benn,
O[HaKO CBSA3aHO C NOBbILWEHHbIM pnuckoM FMR1-accoummnpoBaHHOMo NpexgeBPeMEHHOr0 NCTOLLEHMS
ANYHUKOB. DTO COCTOSIHWE MOXKET NPOSIBAATLCS:

e CHUXXEeHMEM OBapuaJZibHOro pesepea;
e HapyweHnemM MeHCTPYa/ibHOIro unkna,;
* PAaHHUM HaCTyrJieHneM MeHonays3bl,;

o CHMXKEHNEM GePTUNTBHOCTMU.

PekomeHyeTcs KOHCYNbTaUus penpoayKTosiora 1 oleHKa oBapuasibHOro pesepsa, 0COGEHHO Npu
nJaHMpPOBaHUM GEPEMEHHOCTM UM OTKNagblBaHUM PENPOAYKTUBHBIX MIaHOB.

Ecnn 51 nnanmnpyro poxxgeHne pe6EHkKa, YTo BaXKHO y4ecTb?
MpemyTaums FMR1 MOXeT yBenMuMBaTbCs Npu nepegayve PebeHKy.

Y XeHLWWUH-HOCUTENbHUL, CYLLECTBYET PUCK Nepedaym NOTOMCTBY MOIHOW MyTaLuMu, Bbi3blBatoLLEN
CUHOPOM NTOMKOM X-XpoMocoMbl (cnHapom MapTuHa—benn). Han6onee BbICOKUIA PUCK TAXXENDBIX
KITMHUYECKUX MNPOSIBNEHUN OTMeYaeTCs Y MabyuKoB.

BeposiTHOCTb aKkcrnaHcum 3aBucKT ot Konmyectsa CGG-nosTopoB B reHe FMR1.

PekoMeHayeTca KOHCYNbTaLMsa Bpaya-reHeTrka ans oLeHKU MHAMBUAYanbHOro pucka nepegaym
NosHOM MyTaLuK, a TakXKe 06CyXaeHne penpoayKTUBHbIX BO3MOXHOCTEN, BK/OYas:

e NPEeUMMIaHTaLMOHHYO reHeTUYecKyto guarHocTtuky (MrT-M);
e MpEHaTanbHyO ANArHOCTUKY;

o OLIEHKY OBapuasibHOro pesepsa.

MbiweyHaa guctpodus [lioleHHa HOPMA

MaTtonornyecknx geneuunn n gynimkaumnm akaoHos 1-79 B reHe DMD He BbisiBfieHO

[eH BbisiBNeHHbIV BapuaHT

DMD MaTonornyeckunx geneuun n gyniankaumm sk3oHos 1-79 B reHe DMD He BbIsIBNeHO

Cneu,maanble MeTOoAbl A5A BbIABNEHUA CITOXHbIX N3MEHEHUI B reHax 17



Yro aro 3a uccnegosaHue?

ViccnepoBaHue HanpaBieHO Ha NOUCK KPYMHbIX geneuun u gynnvkauum B reHe DMD. HapylieHus B
3TOM reHe CBsi3aHbl C MbllleYyHon gucTpoduen [roweHHa — TAXENbIM HacieACTBEHHbIM
3a60/IeBaHUEM MbILLL,.

EcTtb 21 neyeHne?

[NMonHocTblo VI3J'IeLIVIBa|-OU.|,el7I Teparnunn noka HeT, O4HaKO CyLWeCTBYHOT METO4bl JIeHeHUdA,
NoO3BONSAIOLWMNE 3aMeIATb NPorpeccnpoBaHne 3aboneBaHns, BKIOYas ropMoHasnbHyo Tepanuto,
Kapaunonorn4yeckoe Ha6mo,u,eHme, peaGMJ‘IMTaLI,VI}O n onda 4actu naynMeHToB — COBpPEMEHHbIEe
TapreTHble npenaparbl.

Y10 3TO 3HAYUT [J11 MEHS?

)KeHLlJ,VIHa MOXET ObITb HOCI/ITeJ'IbHVILJ,eVI n3meHeHun 8 DMD u NMpn 3TOM HE NMMETb Bblpa>eHHbIX
CYMMNTOMOB 3a6oneBaHus. Y 4acTu HOCUTENbHUL, MOTYT BCTPEYaTbCA MbllleyHas cnabocTb Unu
M3MeHeHNA CO CTOPOHbI cepgua.

Y ManbymkoB 3a6oneBaHne 0Obl4YHO NMPOTEKAET 3HAUYUTENBHO TAXeee.

Ecsn 51 nnanmpyro poxxgeHne pe6EHKa, YTo BaXKHO y4ecTb?
Ecnu xXeHwuHa aBnseTcsa HOCUTENbHULEN NAaTOreHHoro BapmnaHta DMD, BepOoSATHOCTb nepegayun

BapunaHTa pebéHky cocTtaBnsaeTt 50%.

Y ManbyunKoB, YHacnenoBaBLWNX BapPUaHT, MOXET Pa3BUTbCA MbllLeYHad ancTtpodus OroweHHa ¢
NOCTENeHHbIM NnporpeccnpoBaHnem MbILLEYHOM CMabOoCTU.

Fremodpunusa A HOPMA

KNMHUYECKM 3HAUYMMbIX UBMEHEHUN reHa F8, aCcCoUuMnpoBaHHbIX C remodwmweﬁ A, He BbIIBNEeHO

leH BbisiBNeHHbIV BapuaHT

Fg  KAMHMYeCKM 3HaUMMBbIX M3MeHEeHW reHa F8, accoumMmnpoBaHHbIX ¢ remModunven A,
He BbISIBIEHO

Cneumaanble MeTOoAbl A5A BbIABNEHUA CITOXHbIX N3MEHEHUI B reHax



Yro aro 3a uccnegosaHue?
ViccnepoBaHune HanpaBeHO Ha NOMCK Hanbosee YacTblX MHBEPCUI B reHe F8, cBA3aHHbIX C
remopunnen A — HacnenCTBEHHbIM HapyLleHNEM CBEPTbIBaHWUS KPOBU.

EcTtb i neyeHne?
Ha. Onsa remodunum A cywiectByeT adppekTMBHas 3amecTutenbHasa Tepanusa ¢aktopa VI, a Takxe
COBpPEMEHHbIe NpodunakTnyeckume npenapaTtbl, MO3BONAIOLWME 3HAYNUTENIBHO CHU3UTb PUCK

KPOBOTEUYEHUN.

Y10 3TO 3HAYNT [J11 MEHS?

XKEeHLWNHbI-HOCUTENbHULbI Yallle BCEro He UMERT TAXXENbIX NPOSABAEHNN 3ab0NeBaHUsl, O4HaKO Y
YacTu HOCUTENbHUL, MOTYT GbiTb NMOBbILIEHHasA KPOBOTOUYMBOCTb, 06UIbHbIE MEHCTPYaLUMKN UMK
CJZIOXKHOCTU npu onepaunax n pogax.

Y My>XUYMH 3a60neBaHMe 06bl4YHO NPOTEKAET 3HAUMTESBHO TAXenee.

Ecnm 5 nnaHupyro poxxgeHne pe6éHKa, 4To BaXKHO y4ecTb?
Ecnu XeHLWwMHa siBNSeTCA HOCUTENbHULLEN NAaTOreHHOro BapuaHTa F8, BeposATHOCTb nepegayn
BapunaHTa pebéHky cocTtaBnsaet 50%.

Y ManbyuKosB, YHacnenoBaBLNX BapPUaHT, MOXET Pa3BUTbCA FGMO(DVIJ'IVIH C NOBbILWEHHbIM PUCKOM

KPOBOTEYEHUN.

CnuHanbHas MbilleYyHasi aTpodpusi, CKpbiToe HOCUTENIbCTBO HOPMA
2+0

MpWU3HaKOB CKPbLITOro HOCUTENLCTBA CMMHANIbHOW MbllleYyHoN aTpodum (reHoTun 2+0) He
BbISIB/IEHO.

leH BbisiBNeHHbIV BapnaHT

SMN1  OO6Hapy>eHo 2 konum 7 ak3oHa reHa SMN1

Cneumaanble MeTOoAbl A5A BbIABNEHUA CITOXHbIX N3MEHEHUI B reHax



Yro aro 3a uccnegosaHue?

ViccnepoBaHune HanpaBfeHo Ha OLEeHKY Yyncna konun reHa SMN1T 1 cneumanbHbIX MapKepos,
yKa3blBaloLLMX Ha CKPbITOe HOCUTENIbCTBO: KOr4a 2 KOMWUK reHa HaxogAaTcsa Ha O4HOM XPOMOCOME, a
Ha BTOpon — geneunsi. YTo MOXeT BbIrMALeTb Kak HOpManbHbIA pe3ynbTaTt 6€3 chewumanbHOn
npoBepku. HapyLleHns B 3TOM reHe CBsA3aHbl CO CMMHANIbHOM MblleyHon aTpodumen —
3a6ofieBaHMeEM, NpPU KOTOPOM MOCTEMNEHHO MOpaXkatoTCs ABUraTeNbHble HEMPOHbI U pa3BMBaETCS
MblLLleYyHasa cnabocCTb.

Ectb s1u neyernne?

[a. B nocnegHue rogpl nosBunncb adpeKTUBHbIE METOAbLI TEPANMKU, BKIKOYAS FEHHYH Tepanuio n
npenaparbl, yBenmynaaroLime BolpaboTky 6enka SMN. Hanbonee BbipaXkeHHbIN 3pPeKT JocTUraeTcs
npu MakcMManbHO paHHEM Havane fievyeHus.

Y10 37O 3HAYNT [J11 MEHSA?
HocuTtenbcTBO 0HOM M3MEHEHHOM Konnu SMNT 06blYHO HE Bbi3blIBAET CUMMMNTOMOB 3a60/1eBaHuA.
YenoBeK 0CTaéTCs KIIMHUYECKM 340POBbIM HOCUTENEM.

3a6oneBaHne pa3BMBaETCH NPU OTCYTCTBMM HOPMaNbHOW GYHKLMN 06enx Konui reHa.

Ecnm 51 nnaHupyro poXxxgeHne pe6éHKa, 4To BaXKHO y4ecTb?
Ecnu o6a napTHEpa ABNAKOTCA HOCUTENAMMU, PUCK POXKAEHUS PeGEHKA CO CMMHANIbHON MblLLEYHOM
aTpoduen coctaBnseT 25%.

Taxénble GopMbl 3a601eBaHNA MOTYT NPOABATLCA YXe B NepBble MecCsLbl XXM3HU BblpaXKeHHOW
MbILLIEYHON CNaBoCTbO U HapyLUeHNeM AplXxaHus.

BpoXxaéHHasa aucPyHKUUA KOpbl HaANo4Ye4yHUKoB (21- HOPMA
rmapoKcunasHas Hef,0OCTaTOYHOCTb)

MaTtonornyecknx geneunn, gyrniMkaumm m uccnepoBaHHbIX KIMMHUYECKN 3HAYNMbIX BapUaHTOB
reHa CYP21A2 He BbIIBNIEHO

leH BbisiBNEHHbIM BapuaHT

cYp21A2 [latonoruueckux geneuun, oynimkaunii U UCCNefoBaHHbIX KIMHUYECKH
3Ha4yMMbIX BapuaHToB reHa CYP21A2 He BbIsIBNIeHO

CneuuanbHble MeETOAbI AN BbIABNEHNS CNOXHbIX U3MEHEHWUI B reHax 20



Yro ato 3a uccnepgoBaHne?

ViccnepoBaHune HanpaBfeHO Ha NOUCK n3MeHeHun B reHe CYP21A2, cBsiI3aHHbIX C BPOXAEHHOM
ancdyHKLMen Kopbl Hagno4YeuyHNKoB. OTO HaceACcTBeHHoe 3a6oieBaHne BAUSET Ha BbIPpaboTKy
FOPMOHOB HaAMOUYEYHUKOB M MOXET MPUBOAUTL K HapyLLEHNO GOPMUPOBAHUSA HAPYXKHbIX NONOBbIX
OpraHoB Yy eBOYeK, paHHEMY MOJIOBOMY Pa3BUTUHD, YCKOPEHHOMY POCTY B AETCTBE U APYTrUM

SHOOKPUHHbBIM HapyLleHNAM.

EcTb 1 ne4yerHune?

[a. 3aboneBaHne XOpOLLO NOALAAETCS JIeYEHMIO NPU CBOEBPEMEHHON anarHocTuke. Vicnonbayetcs
3aMecTuTeNlbHasi FOpMOHarbHas Tepanus, No3BoJIsOLLAs KOHTPONNMPOBATb CUMMATOMBI,
nopaepXXvMBatb HOpMasibHOE pa3BuTUe pebéHka 1 NpenoTBpaLlaTh TAXKENbIE OCNOXHEHUS.

YTo 3TO 3HAYNT [J11 MEeHS?
HocuTenbCTBO OHOro NaTOreHHOro BapmnaHTa 06bIYHO He Bbi3blBaeT 3a60MeBaHuns. Yenosek
OCTaETCH KIIMHUYECKN 300POBbIM HOCUTENEM.

ECnv nameHeHus NpucyTCTBYHOT B 06EUX KOMUAX reHa, 3aboneBaHne MOXET NPOSIBASATLCS YXKe B
paHHeM geTcTBe. B HeKoTopbIX cnyyasax BO3MOXHbI TSXKEnNble GOpMbI C BblpaXXeHHbIMU

rOPMOHaNbHBLIMW HAPYLLEHUSIMW 1 HapyLLeHWeM BOAHO-COJIEBOro 6anaHca opraHvamMa.

Ecsn 51 nnannpyro poxxgeHne pe6EHKa, YTo BaXKHO y4ecTb?
Ecnu o6a napTHEpa SABNAKOTCA HOCUTENAMW NaTOreHHbIX BapuaHToB CYP21A2, pUCK poXaeHUs
pe6eHKa ¢ 3aboneBaHnemM coctaBnseT 25%.

Mo3ToMy Npu BbIBNIEHUN HOCUTENBCTBA PEeKOMeHayeTca o6c/iefoBaHe BTOPOro napTHEpPa U
KOHCY/bTaLuMs Bpaya-reHeTuka.

Anbda-Tanaccemus HOPMA
MaToreHHbIX U3meHeHun reHos HBA1 n HBA2, accouunmnpoBaHHbIX ¢ anbda-TanacceMmen, He

O6BHapy>XeHo

leH BbisiBNeHHbIV BapuaHT

HBA1/HBA2 KnnHMYecku 3HaunMbIX geneumn n gynnmkaumm reHos HBA1 n HBA2 He
BbISIB/IEHO

CneumnanbHble MeTOAb! AN BbIABNEHUS CNOXHbIX NU3MEHEHWUI B reHax 21



Yro aro 3a uccnegosaHue?
ViccnepoBaHune HanpaBneHo Ha NOUCK M3MeHeHu B reHax HBAT n HBA2, koTopble y4acTBYHOT B
CUHTEe3e remMornotuHa.

EcTb i neyeHne?
JleyeHue 3aBUCUT OT TAXKECTU 3a6onesaHmna. JIErkue popmMbl MOTyT He Tpe6oBaThb Tepanuu, a
TXEnble nHorga Tpe6y+0T perynapHbiX I'IepeJ'IVIBaHI/IIZ KPOoBU N cneunann3mpoBaHHOIo Ha6J'II-OLI,eHVIF|.

YTo 3TO 3HAYNT [J151 MEeHSs?
HocutenbcTBO aan)a—TanacceMMM 4acCTO HUKaK He npoABndaeTca Uiy conpoBoXXgaeTca NUllb
NErkKMMM N3aMeHeHUs MU nokasaTtenen KpoBMU.

Taxénble GopMbl 3a60MeBaHNA Pa3BMBaOTCSA NPU 3HAUUTENIbHOM HapyLLUEHUM PaBOTbl HECKOJTbKMX
KOMWiA reHOB OOHOBPEMEHHO.

Ecnn 51 nnannpyro poxxgeHne pe6EHKa, YTo BaXKHO y4ecTb?
Ecnn 06a napTHEpPa ABNSAOTCA HOCUTENAMMU ONMpPeaenéHHbIX BapMaHToB anbda-Tanaccemmu,
CYLLECTBYET PUCK POXAEHUS PeBEHKa C TAXENON GpopmMon 3aboneBaHus.

B HanbGonee TAXENbIX Cryyasx 3aboneBaHne MOXET MPUBOAUTL K TAXENON aHEMUN U OCITOXKHEHUAM
BO BpeMs 6€peMEHHOCTMU.

Bbone3Hb lNowe HOPMA

KnnHnyeckun s3Haunmblx BapmaHToB reHa GBA, accouumnpoBaHHbIX ¢ 60/1e3Hbto [owe, He
BbISIBJIEHO

leH BbisiBNeHHbIV BapuaHT

GBA [laToreHHble 1 BEpOATHO NaTOreHHble BapuaHTbl reHa GBA He oGHapyeHbl

Yro 3710 3a MCcCnegoBaHue?
ViccnepoBaHue HanpaBfieHO Ha NOMCK M3MeHeHun B reHe GBA. aToreHHble BapuaHTbl B 06enx
KOMnaAX 3TOro reHa BbI3biBatOT 60/1e3Hb [olle — HacneacTBeHHOe 3aboneBaHne o6MeHa BELLECTB.

Cneumaanble MeTOoAbl A5A BbIABNEHUA CITOXHbIX N3MEHEHUI B reHax



EcTtb i neyeHne?
Ha. Ons 6onesHn MNowe cywecTtayeT apPeKTUBHOE NeyeHmne, BKIoYas GepMeHTO3aMECTUTENBHY O
Tepanuio 1 NpenapaThbl, yMeHbLIaKoLWMe HaKomneHne naTonormyeckmx BeLecTB B KIeTKax.

YTo 3TO 3HAYNT A1 MEeHS?
Ecnu BbisBNIEH 0[MH NaToreHHbI BapnaHT GBA, YyenoBek 06blYHO ABNAETCA 340POBbIM HOCUTENEM U

He 6osieeT 6one3Hbto [oLe.

Mo coBpeMeHHbIM faHHbIM HOCUTENBbCTBO HEKOTOPbLIX BapnaHToB GBA MOXET 6bITb CBA3aHO C
YMEPEHHO MOBbILLEHHBIM PUCKOM 605e3Hu MNapKUHCOHa B 605ee cTaplieM Bo3pacTe. [Npun aTom
6ONbLUINHCTBO HOCUTENEN HUKOFAA He CTallKMBatoTCS C 3TUM 3a60/1eBaHNEM.

Ecsn 51 nnannpyro poxxgeHne pe6EHKa, YTo BaXKHO y4ecTb?
Ecnu o6a napTHEpa SABNAKOTCA HOCUTENAMMW NAaTOreHHbIX BapuaHToB GBA, puck poxaeHust pebéHka c

6onesHbto Nowe cocTtaBnsaeT 25%.

3aboneBaHne MOXeT npoAaBNIATbCA yBEJINHEHNEM NeYeHn 1 CEeNe3EéHKM, aHeMMeVI, nopa>xeHnem
KOCTEN U aOpyrumm cMuMmnToMammu.

X-cuenneHHble anunenTuYeckue aHuedanonaTum u HOPMA
WHTeNNeKTyaslbHble HapyLUeHuUs!

KnnHunyeckun sHauyumblx BapmaHToB reHa ARX He BbIsIBNeHO

[eH BbisiBNEHHbIN BapuaHT

ARX [MaToreHHble BapuaHTbl reHa ARX He oGHapy>XeHbl

Yto aTo 3a uccnepoBaHne?

|/|CCJ'Ie,D,OBaHVIe HarnpasJZiIeHO Ha NMOUCK M3MEHEeHUN B reHe ARX, KOTOprl7I y4aCTBYET B Pa3BUTUN
rofI0OBHOr0O Mo3ra. lMaToreHHble BapuaHTbl B 3TOM reHe MOryT GblTb CBSi3aHbl C TSXXENbIMU GopMamm
anunencuu, 3a,u,ep>|<K017| Pa3BUTUA U UHTENNEKTYallbHbIMU HapyLleHNAMMN.

Cneumaanble MeTOoAbl A5A BbIABNEHUA CITOXHbIX N3MEHEHUI B reHax



EcTtb i neyeHne?

Cneunpunyeckoro ie4YeHust, yCTpaHaroLWero npuymHy 3aboneBaHus, noka Het. MicnonbaytoTca
NPOTUBOCYA0POXHas Tepanusi, NPOorpaMmMbl paHHeN peabunuTaunmn 1 NognepXxusatoLLee
HabnogeHune.

Y10 3TO 3HAYNT [J11 MEHS?
)KeHLU,VIHbI-HOCVITeJ'IbHVIU,bI 4aCTO HEe UMEKOT BblPpa>eHHbIX CUMNTOMOB UJTN MOTYT UMETb Nnérkune

NposABAeHus. Y My>XUnH 3abonieBaHme 006bl4HO NPOTEKAET 3HAUMTESNBHO TaXenee.

Ecnu natonornyeckne N3aMeHeHUs He BbISIBNIEHbI, PUCK HOCUTENBbCTBA CHUXAETCs, HO He CTaHOBUTCS
abCONOTHO HYNEBBIM.

Ecsn 51 nnannpyro poxxgeHne pe6EHKa, YTo BaXKHO y4ecTb?
Ecnu JKeHLWMHa ABNAETCH HOCVITeJ'IbHVILl,eVI MNaToreHHoro BapnaHTa ARX, BEPOATHOCTb Nnepenayun

BapunaHTa pebéHky cocTtaBnsaeTt 50%.

Y ManbymkKoB 3abosieBaHMe MOXET NPOSABATLCA TSHKENOWN anunencuen, Bblpa)KGHHOVI 3a,|:|,ep>KK017|
Pa3BUTUA N UHTENNEKTYallbHbIMU HapyLUeHUAMMW.

Atakcus Qpugpenxa HOPMA

MaTonornyeckux akcnaHcum GAA-nosTopoB B reHe FXN He BbisIBEHO

leH BbisiBNeHHbIV BapuaHT

FxN  Konuuectso GAA-noeTopos B reHe FXN: 9/12

Yro aro 3a uccnegosaHue?

ViccnepoBaHue HanpaBfieHo Ha nouck ysenmyeHHoro ymcna GAA-nosTopos B reHe FXN. Takue
N3MeHeHWs CBa3aHbl C aTakcuen Ppuagpenxa — HacnefCTBEHHbIM 3a60/ieBaHMEM HEPBHOW CUCTEMBI,
KOTOpOE NOCTENEHHO HapyLUaeT KOOPANHALMIO OBUXEHNIA, paBoTy MbiLL, 1 cepaua.

EcTtb 511 neyeHne?

IMOMHOCTBIO M3NeunBatoLLEN Tepanum Noka HeT, O4HAKO CYLLECTBYIOT METOAbI MOALEPXKUBALOLLErO
neyeHus, peabunuTaumMm 1 npenapatbl, HanpaBeHHble Ha 3aMeffIeHne NPOorpeccupoBaHns
3aboneBaHus.

Cneumaanble MeTOoAbl A5A BbIABNEHUA CITOXHbIX N3MEHEHUI B reHax



Y10 3TO 3HAYNT [J11 MEeHS?
Ecnu natonornyeckoe paclwmnpeHmne noBTOPOB He BbIAB/IEHO, PUCK HOCUTENIbCTBA 3ab6oneBaHusa

CHMXaeTcA.

HocntenbCTBO OAHOrO M3MEHEHHOTO BapunaHTa 00bIYHO He npmnBOoAUuT K 3a60n1eBaHNIO NNn
Bblpa>X€HHbIM CUMINTOMaM. 3aboneBaHune pa3BuBaeTCAd, Kak npaswuno, TOJIbKO Npu Halan4nm

N3MeHeHU B 06enx Konusax rexHa.

Ecsn s nnannpyro poxxgeHne pe6EHKa, YTo BaXKHO y4ecTb?
Ecnn 06a napTHEpPa ABNSAOTCA HOCUTENAMU M3MeHeHnn B FXN, puck poxaeHus pebéHka C aTakcuen

®puppenixa coctaBnseT 25% npu Kaxaon 6epeMeHHOCTMH.

3a6oneBaHne MOXET NPOABNIATLCA HapyLIEHUEM NOXOAKM, KOOPAMHALMN ABUXKEHWUI, CNAaBOCTbIO
MBILLL, ¥ MTOpaXeHueM cepaua.

Cneumaanble MeTOoAbl A5A BbIABNEHUA CITOXHbIX N3MEHEHUI B reHax
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®APMAKOIMEHETUYECKU MPO®U/b

MeTop uccnepgosanusi: NGS-cekseHupoBaHue, MNLP

&
<y~ TleHeTuueckue Mapkepbl MeTa6onusma

leH

HLA-B

CYP2C19

CYP2D6

UGT1A1

SLCO1B1

TPMT

NUDT15

CYP2B6

CYP2C9

DPYD

G6PD

CYP3A5

RYR1

AunnoTtuvn

*07:02/%07:02

*2/*17

*1 /%1

*1/*28

*1/*1

*1/*1

*1 /%1

*1 /%1

*1/*1

c.557A>G/c.1024G>A

B (reference)

*3 /%3

Reference/Reference

dapmakoreHeTn4eckmn npodusns

Cratyc

OTtcyTtcTBUe annenen *57:01, *58:01, *15:02

MpomeXXyTouHbIN MeTabonunsaTop.

HopmanbHbI MeTabonusaTtop.

MpomeXXyTouHbIN MeTabonusaTop.

HopmanbHas oyHKumS.

HopmanbHbI MeTaGonmM3aTtop.

HopmanbHbI MeTaGonmM3aTtop.

HopmanbHbI MeTaGonusaTtop.

HopmanbHbI MeTabonunsaTtop.

MeganeHHbI MeTaGonmsaTtop.

HopmanbHbI MeTaGonmM3aTtop.

MepneHHbIn MeTaGonusaTtop.

BnusHue reHoTuna Ha akTUBHOCTb MeTa6onM3aTopa He BbIAB/IEHO.
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0O630p No KaTeropusim

AHTUOEnpeccaHThbl N3MEHEHUA AHTUNCUXOTUYECKME NpenapaThbl CTAHOAPT
CTaTuHbI CTAHOAPT MHrMémntopbl NPOTOHHOM MOMIbI N3MEHEHUA
AHTUKOArynsiHTbl U aHTUarperaHTbl U3MEHEHMS MpoTMBOBUPYCHbIE NpenapaTbl N3MEHEHMA

HecTepouzHble NpoTUBOBOCHANUTENbHbIE
MpoTMBOCYAOPOXHBIE NpenapaThbl WU3MEHEHMS CTAHOAPT

cpencTtea

OnuoupHble aHanbreTuku CTAHOAPT AHTHapuUTMMUYecKue npenaparhbl CTAHOAPT
lMpoTnBOpPBOTHLIE NpenapaTbl CTAHOAPT lMpoTnBoonyxonesble NpenapaThbl N3MEHEHUA
MmmyHocynpeccopbl CTAHOAPT MpoTuBorpmnbKoBble NpenapaThbl CTAHOAPT

MpenapaTbl, BAUsAOLWME Ha 06MeEH
AHECTETMKMN N MUOpPEenaKcaHThbl CTAHOAPT CTAHOAPT

MOYEBOMW KUCIOTbI

AHTUGaKTepuarnbHble N aHTVII'IpOTO3OI7IHbIe

CTAHOAPT Opyrue npenapartbl CTAHOAPT
npenapatsbl

ﬁ AHecTeTUKU U MUopeiaKCaHTbl

FanotaH CTAHOAPT

dapm. percTeBMue: aHanbresvpytoLlee, MMOpenakcupyoLlee, HapKo3HOe MHraNALUOHHOe

ToproBbie Mapku: ManotaH, dTopoTaH

PelwweHne 06 ncnonb3oBaHnK ranoreHcogepXallmx neTyynx aHeCcTeTUKOB nnu

[enonapusyrmnx MmopesiakCaHToB A0/1XXKHO OCHOBbIBATbCA Ha KIIMHNYECKUX
CACNA1S

RYR1

OaHHbIX, cemMenHom aHaMHe3e, OONOJIHUTENIbHbIX TEHEeTU4YeCKNUX TeCTax U apyrmux CPIC
na6opaToprlx AaHHbIX. VimenTe B BUAY, YTO pe3ynbTaTbl He UCKTHOYaKOT

BEPOATHOCTb Pa3BUTUA Y AAaHHOIO NauneHTa 3/10Ka4YeCTBEHHOMN rmneptepmMun.

dapmakoreHeTn4eckmn npodusns 27



ODecdnypaH

CTAHAOAPT
dapm. gencrTBue: HapkosHoe
ToproBbie Mapku: [leconypaH, JloHrpagakc, CynpaH
PelwieHne 06 ncnonb3oBaHuu ranoreHcogep>Xalwmx netyynx aHeCteTukos nnm
CACNAIS LEenonsipusyoLLMX MUOPEIaKCaHTOB [OMXKHO OCHOBbLIBATbCS Ha KIMHUYECKUX
RYR1 [LaHHbIX, CEMeNHOM aHaMHe3€, OOMOSIHUTENbHbBIX FEHETUYECKMX TeCTaX U OPYruxX CPIC
na6opaToprlx AaHHbIX. Nwvente B BUAy, YTO pe3ynbTaTbl HE NCKNHOYaOT
BEPOSITHOCTb Pa3BUTUS Y AAaHHOrO NaLMeHTa 310KayeCTBEHHON runepTepMUN.
N3odpnypaH CTAHOAPT
dapm. gencTBue: HapKo3HOE MHransUMOHHOEe
ToproBble mapku: AeppaH, N3odnypaH, GopaH
PelwieHne 06 ncnonb3oBaHnu ranoreHcogep>Xawmx netyynx aHeCteTukos nnm
CACNAIS LEenonsipusyoLLMX MUOPEIaKCaHTOB [OMKHO OCHOBbLIBATbCS Ha KIMHUYECKUX
i LaHHbIX, CEMENHOM aHaMHe3e, JOMOSIHUTENbHbIX FeHEeTUUYECKMX TECTaX U ApYrux CPIC
na60paToprlx AaHHbIX. Nwvente B BUAyYy, YTO pe3ynbTaTbl HE NCKNKOYakoT
BEPOSITHOCTb Pa3BUTUS Y AAaHHOrO NaLMeHTa 310KauyeCTBEHHON runepTepMum.
MeTokcudnypaH CTAHOAPT
dapm. gencTBue: HapKO3HOE MHIransIUMOHHOEe
Toproeble Mmapku: MetokcuonypaH
PelieHne 06 ncnonb3oBaHnu ranoreHcogep>Xawmx netyynx aHeCteTukos nnm
CACNAIS LEenonsipUsyoLLMX MUOPENIaKCaHTOB [OMXKHO OCHOBbLIBATbCS Ha KIMHUYECKMUX
" LaHHbIX, CEMENHOM aHaMHe3e, JOMOSIHUTENbHbIX FeHEeTUUYECKMX TECTaX U ApYruxX CPIC

nabopaTopHbIX AaHHbIX. VIMelTe B BUAY, UTO pe3ynbTaTbl HE UCKoYatoT
BEPOATHOCTb Pa3BUTKS Y f@HHOTO NaLMeHTa 3/10KaYeCTBEHHOW rMnepTepMUm.

dapmakoreHeTn4eckmn npodusns

28



CeBodnypaH CTAHOAPT

¢apM. neucTBue: HapKO3HO€e UHrandumnoHHoe

Toproeble mapku: CeBakToH, CeBo-AHecTepaH, CeBopaH®, CeBodpnypaH, CeodniypaH Meancopo,
CeopnypaH-buHeprusa, CesopnypaH-Buan, CogxypH®

PelweHne 06 ncnonb3oBaHUKU ranoreHcoaep>XaLmx neTy4ynx aHeCTeTUKoB U
Aenonapusyrwmnx MmopesiakCaHToB A0/1XXKHO OCHOBbIBATbCA Ha KIIMHNYECKUX

CACNA1S ;
RYR1 OaHHbIX, CEeMeNHOM aHaMHe3e, JONONTHUTEJIbHbIX T’EHETUYECKUNX TeCTax U APYyrmux CPIC
na6opaTopr|x AaHHbIX. VmenTe B BUAY, YTO pe3ynbTaTbl He UCKTHOYaKOT
BEPOATHOCTb Pa3BUTUA Y AAHHOIO NauueHTa 3/T0Ka4YeCTBEHHOMN rmneptepmMun.
CYKUMHUNXOJTUH

CTAHAOAPT

dapm. gencTeme: MbiLEYHbIN penakcaHT

Toproeble MapKu: CykcameToHus xnopug, CykcameToHus noang, CykcameToHusa 6pomug, OUTUAKH,
JlncteHoH

PelweHne 06 ncnonb3oBaHUM ranoreHcogepXallunx neTyuymx aHeCTeTUKOB Unu
[enonapusyromnx MMopesiakCaHToB A0/1XXHO OCHOBbIBATbCA Ha KIIMHNYECKUX

CACNA1S y
RYR1 OaHHbIX, CEMeNHOM aHaMHe3e, JOMONTHUTENIbHbIX FTeHETUYEeCKUX TeCTax n opyrux CPIC
na6opaToprlx AaHHbIX. Nmente B BUAy, YTO pe3ynbTaTbl HE NCKNHOYakoT
BEPOATHOCTb Pa3BUTUA Y AaHHOIoO nauneHTa 3/10Ka4YeCTBEHHOM rmneptepMmun.
SHpnypaH CTAHOAPT
dapm. pencTemue: HapKosHoe
Toproeble MapKu: SHOypaH
PeweHne 06 ncrnonb3oBaHum ranoreHcogep>Xawmx netyynx aHeCteTukos nnm
CACNA1S 0enonapus3yrowmnx MmopesiakCaHToB A0JI>XXHO OCHOBbIBATbCA Ha KIMHNYECKNX
RYR1 [LaHHbIX, CEMeNHOM aHaMHe3€, OOMNOSIHUTENbHbBIX FEHETUYECKUX TeCTaX U OPYruX CPIC

NabopaToOpPHbIX AaHHbIX. VimenTe B BUAyYy, YTO pe3ynbTaTbl HE NCKNKOYakoT
BEPOATHOCTb Pa3BUTUA Y OaHHOIO nauneHTa 3/10Ka4YeCTBEHHOM rmneptepmMun.
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@ AwWTHapuTMMueckme npenapatbl

MNponadeHoH CTAHOAPT

d)apM. neucTBue: aHTUapuUuTMmnyeckoe

Toproeble mapku: NMponaHopm®, NMponapeHoH, MPOMNADPEHOH dapmacunTtes, NMponadpeHoHa
rugpoxnopug, PUTMOHOPM®

CYP2D6 CTaHpapTHbIe peKoMEHAALMH. DPWG

dnekauHupg, CTAHOAPT

dapm. gencTBue: aHTMapUTMMYecKoe

Toproebie Mmapku: Oneukapgun, dnekanHug

CYP2D6 CTaHpapTHble peKoMeHgaumu. DPWG

@ AHTMGakTepuanbHbie M aHTUNPOTO30iHbIE NpenapaThbi

JancoH CTAHOAPT
®dapm. genctBue: aHTMbaKTepManbHoe, MPOTUBONENPO3HOE

ToproBble Mapku: [JancoH

G6PD MO>HO MPUMEHSITb AAMNCOH CPIC

HuTpodypaHTOUH CTAHOAPT

dapm. geiicTBUe: aHTUGaKTEpPUANbHOE LUMPOKOro CNeKTpa, 6akTepuumagHoe

Toproeble mapku: PypanoHuH, PypagoHnH Asekcuma, OypagoHuH PeHesan, ypagoHuH-J1ekT

G6PD MOXHO MPUMEHSATb HUTPODYPAHTOUH CPIC
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MpumaxuH CTAHOAPT

dapm. geiticTBUe: NPOTUBOMANSPUINHOE, NPOTUBOMPOTO30MHOE

Toproeble mapku: lNpumaxuH, NpumaksuH gnueocdart, NpumakeuHa gupocoat, ABnoH, Heo-
KBuneHwun

G6PD MOXHO NPUMeHSITb MPUMaxuH CPIC

TapeHOXUH CTAHOAPT

dapm. gencreue: NnpoTMBOManspumnHoe

Toproeble mapku: TapeHoxuH, KpuHtaden (Krintafel)

G6PD MO>HO MPUMEHATL TaheHOXMH CPIC

q)ﬂyKJ'IOKcaLlMJ'IﬂMH CTAHIAPT

dapm. geicTBUe: aHTUGaKTepuUanbHoe

Toproebie mapku: OnyKnoKcauuInH

HLA-B*5701  CraHgapTHble peKoMeHaaLmum. DPWG

@ AwTnpenpeccaHTb

AMUTPUNTUNUH CTAHOAPT

¢apM. neﬁCTBMe: AdHKCUOJTIUTUYECKOE, aHTUaenpecCcnBHoe, cegatnuBHoe, TMMonenTn4yeckoe

Toprosble MapKu: AMUTPUNTUANH, AMUTPUNTUINH Hukomen, AMUTPURTUANH-ATICA, AMUTPUNTUNH-
DepenH®, AMUTpUNTUNNHa rugpoxnopug, Ano-AMUTPUNTUINH

cvp2be HauuHaliTe neyeHve ¢ peKOMeHA0BaHHOW CTapTOBOW A03bl CPIC
CYP2C19 i
CYP2D6 CTaHAapTHble peKoMeHAaLMu. DPWG
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BeHnagakcuH CTAHOAPT

dapwm. pencTBue: aHTUOENPECCUBHOE

Toproeble mapku: AnseHTa®, BenakcnH®, Benagpakc®, BeHnakcop®, BeHnadakcuH, BeHnadpakcuH
OpraHuka, BeHnadpakcuH-AJICU, BeHnadakcuHa rugpoxnopug, Janpukc®, HotoBenoHr

CYP2D6 HauHuTe neyeHne c pekoMeHA0BaHHOW CTapTOBOM 403bI. CPIC
CYP2D6 CTaHAapTHble peKoMeHAaLuu. DPWG
BopTuokceTuH CTAHOAPT

dapwm. pencTBUe: aHTUOENPECCUBHOE

Toproeble MapKu: bpuHTeNMKC

CYP2D6 HaunHaiTe neveHne ¢ peKOMeHJ0BaHHOW CTapTOBOM [103bl. CPIC

Oe3unpamuH CTAHOAPT

dapm. percTemne: aHTMOENPECCUMBHOE

Toprosble Mapku: [le3nnpamuH

CYP2D6 HauunHaliTe neyeHne C PeKOMEH10BaHHOW CTapTOBOM A03bl. CPIC

HokcenuH CTAHOAPT

d)apM. OeACTBUe: aHKCHMONNTUYECKOE, aHTugenpeccmBHoe, NpPoTnuBoA3BeHHOE, cegaTtnBHoOe

Toproeble mapku: [1oKCenuH

AL HauuHaliTe neyeHne ¢ pekoMeHJ0BaHHOM CTapTOBOW A03bl CPIC
CYP2C19 ’
CYP2D6 CTaHZapTHble peKoMeHaaLuu. DPWG
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NMmunpamuH CTAHOAPT

dapm. geiicTBUE: aHTUOENPECCHUBHOE, aHTUAMU3YPUYECKOE, MCUXOCTUMYNMpYLOLLEee,
TMMONEeNnTUYecKoe

Toproeble Mmapku: VimunpamuH, MenmnpamuH®

CYP2D6 5 y .
HaunHaiiTe neyeHne ¢ peKoMeHJ0BaHHOM CTapTOBOM [103bl. CPIC
CYP2C19
O Hukaknx gencTeuin He TpebyeTcs. DPWG
CYP2C19
KnomunpamuH CTAHIAPT

d)apM. neucTeue: aHTugenpeccmnBHoe, ncnxoctnMynmpyruiee, cegatnuBHoe, TuMonienTn4eckoe

ToproBbie Mapku: AHabpaHun®, AHadpaHun® CP, KnodppaHun

CYP2D6 - 5 . 5 CPIC
aynHanTe neyeHne C PEKOMEHA0BaHHOM CTapTOBOM A03bl.
CYP2C19
Hukakux gencTeuin He TpebyeTcs. MNpu fJaHHbIX cTaTycax MeTabonnm3aTopos
KOHLIeHTpauus KnomMunpammHa B nnasme yBennymBaeTcs, HO He BIMSIET Ha CYMMY
CYP2D6 KOHLIEHTpaLMi KNnoMunpamMmmnHa 1 gesmMeTunkioMmnpamMmnHa, Kotopas onpegenset DPWG
CYP2C19 no6oYHble appeKTbl N 3PPeKTUBHOCTb NpU genpeccun. YeenmyeHume
KOHLeHTpaLuu KnoMmnpamMuHa 61aronpuaTHO ana adPeKTUBHOCTH Npu
TPeBOXHbIX paccTponcTeax n OKP.
HopTtpuntunuH CTAHOAPT
¢apM. neﬁCTBMe: aHTugenpeccneHoe
Toproeble MapKu: HopTpuNTUIUH
CYP2D6 HayHuTe neyeHne c peKOMeHLOBaHHOW CTapTOBOM LO3bI. CPIC
CYP2D6 CTaHpapTHble peKoMeHZauuu. DPWG
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MapokceTuH CTAHIAPT

dapm. geiicTBUE: aHTUOENPECCUBHOE, MHIMGUPYIOLLLEE 0BPATHLIN HEMPOHaNbHbIN 3axBaT
CEepOTOHUHA

Toproeble mapku: Agenpecc, Ano-lMapokceTuH, MNakcun®, NMapokceTuH, MapokceTuH conodapm,
MapokceTnH-C3, MNMapokceTnHa rugpoxnopug remurngpat, CTunnaeH

CYP2D6 HayHuTe neveHne c peKOMeHJ0BaHHOW CTapTOBOM [03bI. CPIC
CYP2D6 CTaHpapTHble pekoOMeHaaumm. DPWG
CepTpanu CTAHOAPT

¢apM. neﬁCTBMe! aHTugenpeccnBHoe

Toprosble Mapku: Anean, AceHTpa, 30no0¢pT®, 3onTpanuH conopapm, CepeHarta, CepnmndpT®,
CepTtpanuH KaHoH, CepTpanuHa rugpoxnopug, CTUMynoToH®, TOpnH®

CYP2B6 HayHuTe NeyeHne c peKoMeHLoBaHHOWM CTapTOBOW [03bl. PaccmoTpuTe Gosnee

CYP2C19 MeffleHHOe TUTPOBaHNE U CHUXEHWE NOoAAeP>XKUBaOLLEN [03bI. eelle

[eHeTnyeckada BapuaLmsa oKa3biBaeT HE3HAYUTENIbHOE BIIUSHUE Ha KOHLEHTpaLuuto

CYP2C19 DPWG
cepTpanuHa B nnasme. BnvsaHus Ha no6oyHble 3ddeKTbl He BbISIBMEHO.

TpumunpamuH CTAHOAPT

dapm. geicTBue: aHTUOENPECCUBHOE

Toproeble Mapku: 'epdoHan

CYP2D6 HaunHailTe neyeHne ¢ peKOMeHO0BaHHOM CTapTOBOW 403bl CPIC
CYP2C19 |
dnysokcaMuH CTAHLAPT

dapm. gencrTBue: aHTUAENPECCUMBHOE

Toproeble mapku: 30BAPT® CAH, pdudpnok®, PokoHa®, TaHukceH conopapm, GeBapuH®,
dnysokcamuH, GnysokcaMmnH KpoHo, ®dnysokcamuH OpraHuka, PnysokcaMmnH GapmacuHTes,
®nysokcaMuH-C3, ®JTYBOKCAMUH-®apmacuHTtes, GnyBokcamuHa Maneat

CYP2D6 HauunHaiTe neyeHne c peKoMeHA0BaHHOW CTapTOBOMN 403bl. CPIC
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LuTtanonpam W3MEHEHMA

dapm. geiicTBUE: aHTUOENPECCUBHOE, MHIMGUPYIOLLLEE 0BPATHLIN HEMPOHaNbHbIN 3axBaT
CEepOTOHUHA

Toproeble mapku: Cnosam, Ymopan®, Lunpamun, Untanonpam, Uutanonpam-AJICHA, LUutanonpama
rmgpoépomung, Linton®

HayHuTe neyeHmne c peKoMeHJ0BaHHOM CTapToOBOM 103bl. PaccmoTpuTe
CYP2C19 BO3MOXHOCTb 60/1ee Me//IEeHHOr0 yBeSIMYEHUs [03bl U Ha3HaYeHUs MeHbLLEeN CPIC
noAaepX1BatoLLein fo3bl, YeM AJI MaLMEHTOB C HOPMalbHbIM METa6oMM3MOM.

He npeBblwanTe cnegytowme cyTouHble f03bl: B3pocnblie go 65 net: 30 mr B
CYP2C19 TabneTkax unv 22 Mr B Kannsax. Bapocnele 65 net u ctapuwe: 15 Mr B TabneTkax DPWG
mnun 10 mMr B Kannsax.

AcuumTtanonpam U3MEHEHUSA

dapm. geiicTBUE: aHTUOENPECCUBHOE, MHIMGUPYIOLLIEE 0BPATHBIN HEMPOHaNbHbIN 3axBaT
CEepoTOHUHA

Toprosble mapku: Mupauuton, Cenektpa, LimseneT, Uunpanekc, dnnuea®, Innuea® Ky-tac®,
Ocuutanonpam, Scuutanonpam KaHoH, Scuutanonpam-AJICU, Scumtanonpam-C3, Scumtanonpama
okcanaTt

HayHuTe neyeHmne c peKoMeHJoBaHHOM CTapToBOM [03bl. PaccmoTpuTe
CYP2C19 BO3MOXHOCTb 60/1e€ MEANEHHOro yBenyeHus 003bl Y HasHauyeHUs MeHbLLEeN CPIC
noafepXXusatoLLein fo3bl, YeM AJi NMaLMEHTOB C HOPMasbHbIM METaB0N3MOM.

He npeBbiwaiiTe cnegytoLime cyTouHble fo3bl (75% oT cTaHZapTHOM
CYP2C19 MaKCMManbHON [03bl): B3pocnble Ao 65 net: 15 mr. B3pocnble 65 net u ctapwe: 7,5 DPWG
M.
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ﬁ AHTMKoaI'yﬂSlHTbI U aHTUarperaHTbl

Knonuporpen N3MEHEHUA

dapwm. pencTBue: aHTUArperaLmMoHHOe, MHIMBMpPYeT arperauuio TPOMGOLMTOB

Toproeble mapku: Butarpunens®, [leknot 75, dennatt®-75, OeTpom6®, 3unTt®, Knanutakc,
Knonuaekc®, Knonngorpen, KNOMANOOTPEJT BEJT®APM, Knonuaorpen [-p Peganc, Knonuaorpen
KaHoH, Knonungorpen PeHesan, Knonugorpen conodapm, Knonngorpen-AKOC, Knonungorpen-
AkpuxuH, Knonugorpen-JIEKCBM®, Knonngorpen-HAHOJIEK®, Knonugorpen-Okcoopa,
Knonnporpen-C3, Knonugorpen-TAL, Knonugorpen-Teea, Knonugorpen-®rl, Knonngorpen-®rioe,
Knonungorpen-3asaHca, Knonupgorpena éucynbdat, Knonungorpena rugpocynbdat, Knonngorpena
rngpocynbdat (Il popma), Knonngorpena rugpocynbdat (Popma I), Knonmgorpena cynbdar,
Knonugorpens oucynboart, Jlnpta®, Jlnctad® 75, lonupen, Nnasukc®, Mnarpun®, rNnorpens,
TapreTek®, TpokeH®, Tpombopens, dntogep, ArMTPOMB®

Mo BO3MOXHOCTM 13BeranTe cTaHAapTHOM fo3bl Knonugorpena (75 mr).
CYP2C19 Vicnonb3ynte npacyrpen uiv TuKarpenop B CTaHAapTHOM AO3UPOBKE, eC/N HET CPIC
NPOTUBOMOKa3aHWN.

[pn YpeCKOXXHOM KOPOHapHOM BMeLlaTeNnbCTBE, UHCYNbTE UK TpaH3VITOpHOPI
WLLIEMMYECKOM aTake Bblb6epuTe aﬂbTepHaTMBHbIVI npenapart nnun y,D,BOVITe Ao3y

knonugorpena go 150 mr/geHb (HarpysoydHas gosa 600 wmr). Mpacyrpen,
CYP2C19 DPWG
TUKarpenop u auetTuncanuuunoBasl KNCNoTa/gunupuaamorn He MeTabonm3npyoTcs

yepes CYP2C19 (unv meTabonmanpytoTcs B MeHbLUen cTenexu). B cnyyae gpyrux
NnokKasaHUN HUKaKNUX ENCTBUIN He TpebyeTcs.

ﬁ AHTUNCUXOTUYECKME NpenapaThbl

Apununpason CTAHOAPT

dapm. geiicTBUe: HellponenTuyeckoe, Ans NeYeHus Wn3odpeHrUn Unmn GUNoNSPHON MaHUm

Toproeble Mapku: Abunndpan MeHTeHa®, Apununpason, Apununpasona ¢ymapat, Apunpuson®,
3unakcepa®, Panotekc®

CYP2D6 CTaHfapTHble PEKOMEHAALIMN. DPWG
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Bpekcnunpason CTAHIOAPT

dapwm. pencTeBue: HOPMOTUMUYECKOE

Toproeble MapKu: Pekcantu

CYP2D6 CTaHAapTHble PEKOMEHAALMM. DPWG

MFanonepupon CTAHOAPT

¢apM. neﬁCTBMe: AHTUNCUNXoTHN4YeCKoeE, Hef/’IpOJ'IeI'ITVI‘-IGCKOG, NnPOTUBOPBOTHOE, CedaTuBHOE

Toprosble Mapku: anonepugon, Nanonepungon Bendapm, Nanonepungon-AflICU, Nanonepugon-
patnodapm, Manonepngon-depenH®, CeHopMm

CYP2D6 CTaHOgapTHble peKoOMeHAaLmm. DPWG

3yKJ10I1€HTMKCOJ1 CTAHOAPT

dapm. percTBUe: aHTUNCUXOTUYECKOE, HelponenTuyeckoe, cegaTtuBHoe

Toproeble Mapku: Knonukcon, Knonukcon Leno, Knonukcon-Akydas

CYP2D6 CTaHfapTHble PEKOMEHAALIMM. DPWG

NnonepupoH CTAHOAPT

dapm. geiicTBUE: AHTUNCUXOTUYECKOE, 419 NTeYEeHNs WN30PpeHnn

Toprosble MapKu: VinonepnaoH

CYP2D6 CTaHOapTHble peKoMeHaaLuu. FDA

Mumosup, CTAHOAPT

dapm. pencTBUe: aHTUNCUXOTUYECKOe, cefaTUBHOE

Toproeble Mmapku: [umosung,

CYP2D6 CTaHAapTHble peKoMeHAaLuu. DPWG
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PucnepupaoH CTAHOAPT

dapm. pencTBUe: aHTUNCMXOTUYECKOE, HelponenTuyeckoe

Toprosble Mapku: JlenTuHopm, Pe3aneH, Punent, PucgoHan®, Pucnakcon®, PucnepuaoH,
PucnepugoH KaHoH, PucnepugoH Opranuka, PucnepunaoH 9kcnpecc KaHoH, PucnepnaoH-BEPTEKC,
PucnepunpgoH-KPKA, PucnepunpooH-C3, Pucrnonent®, Pucnonent® Keuknet, Pucnonent KoHcTa®,
Pucnontokc®, Puccet®, CnepungaH®, TopeHao®, TopeHno® Ky-Ttab

CYP2D6 CTaHfapTHble PEKOMEHAALIMM. DPWG

TuopupasuH CTAHOAPT

dapm. gencTeue: aHTUNCUXOTUYECKOE, CeaaTUBHOE, NoKasaH A/ia nedeHns 60MbHbIX LWN3odpeHnen,
KOTOPbIM He MOMOratoT ApYyrue aHTUMNCUXOTUYECKMe npenaparthl

Toprosble Mapku: CoHanakc®, TuogasuH, TnopuaasuH, Tuopun, TMcoH®

CYP2D6 CTaHAapTHble peKoMeHaLmu. EDA

@ WmmyHocynpeccopbl

AsaTuonpwuH CTAHOAPT

dapm. geicTBUE: UMMYHOENPECCUBHOE

Toprosble MapKu: A3aTUOMNPUH

Rl Mcnonb3ayiiTe cTaHAapTHYHO J03MPOBKY CPIC
NUDT15 '
TPMT

CTaHOapTHble peKoMeHaaLuu. DPWG
NUDT15 Hap P .
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MepkanTonypuH CTAHIAPT

dapm. percTeue: UMMyHOAENPECCUBHOE, MPOTUBOOMYX0IeBOE

Toprosble Mapku: MepkantonypuH, MepkanTtonypuH-HaTtue, MepkantonypuHa moHorungpart, [Nypu-
HeTon

sl Vicnonb3ayiiTe CTaHAAPTHYH [03MPOBKY CPIC
NUDT15 '
TPMT
CTaHAaapTHble peKoMeHaaumm. DPWG
NUDT15 . P
Takponumyc CTAHOAPT

dapm. gercTBMe: MMMYHOAENPECCUBHOE

Toproeble mapku: Agsarpad®, Npactnea®, JIMPOKTAC®, MaHrpad®, Mpunykcng, MNporpad®,
Mpotonuk®, Takponumyc, Takponumyc petapg-Tesa, Takponumyc-JIOK-BETA, Takponumk®

HaunHaiiTe neyeHne co CTaHOapPTHOM PeKOMEHO0BaHHOM 403bl. icnonb3yiTe

CYP3A5 y CPIC
TepaneBTUYECKUI MOHUTOPUHT AJ11 KOPPEKTUPOBKM LO3bI.

CYP3A5 CTaHpapTHble peKoMeHgaumu. DPWG

TuoryaHuH CTAHOAPT

dapwm. gercTBME: NPOTMBOOMYXO/EBOE

Toproeble Mmapku: ToryaHuH

TPMT M “ CPIC
Crosnb3yiTe CTaHAAPTHYIO AO3UPOBKY.

NUDT15 3% AaPTHYHO [ p Yy

TPMT CTaHfapTHbIe peKoMeHaaLmm DPWG

NUDT15 AapTHEIE P Hat.
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ﬁ MHrmémuTopbl NPOTOHHOM MOMIbI

IekcnaHconpason W3MEHEHUS

d)apM. neucTBue: NnpoTNBOA3BEHHOE

Toproeble mapku: [1ekcunnaHT®

HayHuTe co cTaHgapTHOM HavyanbHOM CYyTOYHOM A03bl. NS AnuTenbHOM Tepanum
CYP2C19 (6onee 12 Hegenb) NpU OCTUXEHUN 3PPEKTUBHOCTN PACCMOTPUTE CHUXKEHMNE CPIC
CYTOYHOWM f03bl Ha 50% ¥ KOHTPONUPYNTE COXpaHeHne apPeKTUBHOCTH.

JlaHconpa3son N3MEHEHUA

dapm. gencrBue: NpoTUBOA3BEHHOE

ToproBble Mapku: JlaH3a6en®, JlaHzan®, JJAHCOH-A®, JlaHconpason, JlaHconpason nenneThl,
NaHumpa®, JlosH3ap-caHoBeNb, ANnKyp®

HayHuTe co cTaHgapPTHOM HavyanbHOM CYTOYHOM A03bl. [na AnuTenbHon Tepannm
CYP2C19 (6onee 12 Hepenb) Npu AOCTUXEHUM 3PHEKTUBHOCTM PACCMOTPUTE CHUXKEHUE CPIC
CYyTOYHOWM f,03bl Ha 50% U KOHTPONMPYINTE COXpaHeHne 3GPEKTUBHOCTMH.

CYP2C19 [Mpun paHHOM cTaTyce MmeTabonmM3aTopa HUKaKnUxX 4enCTBUN He TpebyeTcs. DPWG

Omenpason W3MEHEHUSA

dapm. geiicTBUE: NPOTMBOA3BEHHOE

Toprosble mapku: TACTPOLEKT, NacTtpo3on®, Nactpomes, Jlocek® MATC, Oman, OMOXEHNKC®,
OmeBen, Ome3®, Ome3® HcTa, Omenpa3sosn, Omenpason Bendapm, Omenpason O-p Pepauc,
Owmenpason HaTpusa, Omenpason HaTpusa moHoruapat, Omenpa3son NCK, Omenpason PeHeBan,
Owmenpason WTaga, Omenpason-0OBL, Omenpa3son-AkpuxuH, OMEINPA3OJ1-BEJIMEL, Omenpason-
TeBa, Omenpason-tOkea, OMunzak®, OmuTokc, OMUTOKC MNacTpo®, OpTaHon®, NMneom-20,
NMPO30JIMAKC, lNMpomes, Pomecek®, Ynukyc®, Ynkoson®, Ynbton®, Xenuung

HayHWTe co cTaHQApPTHOM HavyanbHOM CYyTOYHOM ,03bl. NS AnuTenbHOM Tepanum
CYP2C19 (6onee 12 Hepenb) Npu LOCTUXEHUM 3PHEKTUBHOCTM PACCMOTPUTE CHUXKEHUNE CPIC
CYTOYHOM J03bl Ha 50% 1 KOHTPONMpPYMTe coxpaHeHne apPeKTUBHOCTMU.

lMoBbILLEHHas KOHLEHTPaLWs OMenpasosa B niasMe yBennynBaeT
CYP2C19 DPWG

TepaneBTUYECKYH 3PPEKTUBHOCTb 6e3 YCUMEeHNA NOBOYHbIX 3PHEKTOB.
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MaHTONpason U3MEHEHWSA

¢apM. neucTBue: NnpPoTNBOA3BEHHOE

Toprosble Mapku: 3unaHtona, KoHTponok®, Kpocauug, Honbnasa®, MNaHTtas, NaHTonpason,
MAHTOIPA30J1 ABEKC/MA, MaHTonpa3son KaHoH, NaHTonpason HaTpus, MNaHTonpason HaTpus
cecksurungpar, lNaHtonpason-AkpuxuH, NMantonpason-BEPTEKC, MaHTonpason-9aBaHch, NaHym®,
MenTason, Nuxenywm, Mynoped®, CaHnpas®, YncenaH, YnbTepa

HayHuTe co cTaHpapPTHOM HavyanbHOM CYyTOYHOM ,03bl. [N AnuTenbHOM Tepanum
CYP2C19 (6onee 12 Hepenb) Npu 4OCTUXEHUM 3PHEKTUBHOCTM PACCMOTPUTE CHUXKEHUNE CPIC
CYTOYHOM A03bl Ha 50% 1 KOHTPONPYMTe coxpaHeHne adOEeKTUBHOCTU.

lMoBbILLEHHas KOHLEHTPALWS MaHToNpasona B nnasme yBennumsaeTt
CYP2C19 DPWG

TepaneBTUYECKYH 3PPEKTUBHOCTb 6€3 YCUMEHNA MOBOYHbLIX 3PHEKTOB.

@ OnuomngHble aHanbreTUky

KopeuH CTAHOAPT
dapm. gericTBue: aHanbresupytollee (onMonagHoe), aHTManapenHoe, NPOTUBOKALLNEBoe

Toproeble mapku: KogenHa ocHoBaHue, KogenHa ¢pocoat remurngpat, KogenHa ¢ocoar
nonyrugpat, HypopeH® lNntoc, KogenH+INapayetamon

V|Cﬂ0ﬂb3yVITe KOOEeuH B peKOMeHO0BaHHbIX 403aX B COOTBECTBUM C BO3PACTOM U

CYP2D6 CPIC
BECOM.

CYP2D6 CTaHAapTHble peKoMeHAaLuu. DPWG

OnuuepupuH CTAHOAPT

dapm. geiicTBUE: HENPOTPOMHOE, ONMONAHBIA aHANbIrEeTUK

Toproebie Mmapku: OnuuepunauH

CYP2D6 CTaHpapTHble peKoMeHJaLnN. FDA
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Tpamapon CTAHOAPT

dapm. gencrTBue: aHanbresupyroulee (onmomaHoe)

Toproeble mapku: Tpamagon, TPAMALOJT ABEKCUMA, TPAMALOJ1 KAJILUEKC, Tpamagon petapa,
Tpamagon-I'P, Tpamagon-rnetxuko, Tpamagona rugpoxnopug, Tpamaknocngon®, Tpaman®,
Tpaman® petappg, TpamMonmH®

|/|CI'IOJ'Ib3yVITe TpaManosn B peKoMeHOO0BaHHbIX A03aX B COOTBECTBMU C BO3PaACTOM

CYP2D6 CPIC

n BeCOM.

CYP2D6 CTaHaapTHble peKoMeHJaLmu. DPWG

ﬁ Mpenapatbl, BAMsOWMe Ha 06MEH MOUYEBOU KUCNOTbI

AnnonypuHon CTAHOAPT

CDapM. AEﬁCTBMe: rmnoypumukemMmn4yeckoe, npotmeonogarpnyeckoe, orpaHm4mBaeT TakuM 06pa30M
CUHTE3 MOYEBOM KUCNOTbI

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

Mcnonb3ayiiTe annonypuHon B COOTBETCTBMM CO CTaHAAPTHBLIMU peKoOMeHAaLMAMMU
HLA-B*58:01 CPIC
Mo 4O3MPOBKe.

ABCG2 CTaHAapTHble pekoMeHJaLuu. DPWG
HLA-B*58:01 CraHgapTHble peKoMeHaaLmu. DPWG
Nernotukasa CTAHOAPT

dapm. gencTBue: ans neyeHus TAXENON, PE3UCTEHTHOM K JIEYEHUIO, XPOHMYECKOW NoJarpsl

Toproeble mapku: [lernoTmkasa

G6PD MO>HO NPUMEHSATL MEernoTUKasy CPIC

dapmakoreHeTn4eckmn npodusns



Pac6ypukasa

CTAHOAPT
dapm. pencTBue: CHUXAET YPOBEHb MOYEBOW KUCNOTbI
Toproeble Mapku: Pac6ypukasa
G6PD MOXHO NpVUMeHsTb pacGypukasy CPIC
@ MpoTuBoOBMpYCHbIE NpenapaThl
AGakasup CTAHOAPT

dapm. gencTBue: aHTUPETPOBUPYCHOE, ANns nedyenusa BNY-1un BUY-2

Toproeble mapku: Abakasup, Abakasup KaHoH, Abakasup-ABC, Abakasup-3aBaHcy, AbakaBupa
cynbdat, 3nareH®, Onutug, OnnTna®

Vcnonb3yiiTe aGakasup B COOTBETCTBUM CO CTaHAAPTHLIMU PEKOMEHAALMSIMM MO
HLA-B*5701

CPIC

[LO3MpPOBKeE.
HLA-B*5701 CTaHpapTHble peKkoMeHgaumu. DPWG
ATasaHaBup T

dapm. gencrTeue: aHTUPETPOBUPYCHOE, AN NevyeHunsa BNY-1

Toprosble Mapku: ATasaHaBup, ATazaHaBup KaHoH, ATazaHaBup-KPKA, ATASAHABP-HAHOJIEK®,
ATazaHaBup-T/1, ATazaHaBupa cynbdar, Atasop, Peata3®, CumaHog, COYMATA

HeT Heo6xoguMMoOCTH n3beraTb aTa3zaHaBMpa Ha OCHOBaHUU pe3ynbTaToB
reHeTnyeckoro tecta. CoobLmrte NnauyMeHTy, 4YTO HEKOTOpPbIe npeKpallatoT I'IpVIéM
aTa3aHaBUpPa U3-3a XeNTyxu (noxenTeHue rnas u KO)KVI), HO reHoTUn aToro
nauyuneHTa genaeT 3To0 MalloBepPOATHbIM.

UGT1A1 CPIC
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MeruntepdepoH anbPpa-2a/2b W3MEHEHUS

dapm. geiicTBUE: NPOTUBOBUPYCHOE

Toprosble Mapku: NIHTepbepoH anbda-2b yenosevyeckn peKoMOnHaHTHbIW, VIHTepdepoH
NnenkouuTapHbIA YenoBevyecknn xngknm, MHtepdepoH nenkoumTapHbii YenoBeYeCKn Cyxomn,
NHTepdEepOoH yenoBevyecKmin NeNKOLMTapPHbIN KOHLEHTPUPOBAHHbIN XNAKKUIN, JTokepoH

BeposiTHOCTb [OCTUXEHUST YCTONYMBOIO BUpYyconormyeckoro oteseta (YBO)
cocTaBnsieT npumMmepHo 30% nocne 48 Hegenb nevyeHust. YUnTblBauTe BO3MOXHbIE
NnocreAcTBUA Nepeq, Havyanom Teparnuu ¢ UCNosib30BaHMEM MernimMpoBaHHOro

IFNL3 nHTepdepoHa anbda n pubasmpuHa. Npu HazHayeHUn KOMBMHMPOBAHHOM Tepanuu CPIC
WMHrMGUTOPaMu npoTeasbl C NerniMpoBaHHbIM MHTEpHEepoHOM anbda un
pu6aBMPUHOM BEPOATHOCTb fOCTMXeHUS YBO uepes 24-48 Hepenb nevyeHus
cocTaBrifeT okosno 60%.

Pu6éasupuH W3MEHEHMA

dapm. geiicTBUE: NPOTUBOBUPYCHOE

Toproeble MapKu: —

BepoAaTHOCTb AOCTUXEHMSA YCTOMUYMBOIO BUpYyconornyeckoro oteeta (YBO)
cocTaBnsieT npumMmepHo 30% nocne 48 Hegenb neyeHus. YUnTblBauTe BO3MOXHbIE
nocneacTeusa nepef Hayanom Tepanuu ¢ UCnosib3oBaHMEM NernmpoBaHHOro

IFNL3 UHTepdepoHa anbda n pudasupuHa. MNpu HazHaYEHNN KOMBUHUPOBAHHOM Tepanum CPIC
WHrMOUTOpamMmu npoTeasbl C NerninpoBaHHbIM UHTEphepoHOM anbda K
p1GaBUPUHOM BEPOATHOCTL AoCcTMxeHUa YBO yepes 24-48 Hepenb nevyeHus
cocTaBnsieT okono 60%.

OdaBupeHs CTAHOAPT

dapm. gencrTemne: aHTUPETPOBUPYCHOE, AN NnevyeHunsa BNY-1

Toprosble Mapku: CTOKpUH, DpaBnpeHs, DpaBnpeH3 KaHoH, SdaBupeHs-LhxeHedpuKc,
SOABUNPEH3-HAHOJIEK®, SdaBupeHs-T/1, daBnpeH3-OaBaHcs

CYP2B6 HauuHaiTe neyeHve apaBUPEH30M CO CTaHOapPTHOM o3kl (600 Mr/oeHb). CPIC

CYP2B6 CTaHAapTHbIe peKoMeHAaLMu. DPWG

dapmakoreHeTn4eckmn npodusns
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ﬁ MpoTuBOrpu6KoBbIe NpenapaTbl

BopukoHason CTAHOAPT

dapm. gencTBue: NpoTUBOrPUBGKOBOE

Toproeble Mapku: bupnypuH, BukaHg, BupeHa®, Bopurkos, BopukoHason, BopukoHason [,
BopukoHason KaHoH, BopukoHason KpoHo, BopukoHason NCK, BopukoHazon-AMEOAPT,
BopwukoHazon-Pyc, BOPUTNO®, BopuHruH, Canbso3on

CYP2C19 HauHuTe neyeHne ¢ peKoMeHg0BaHHOW CTapTOBOM J03bl. CPIC

dnyunTtosuH CTAHOAPT
dapm. gencrTBue: NPoTUBOrPUOKOBOE, PYHrncTaTuyeckoe, GyHrnumagHoe

Toproebie mapku: OnyunTo3nH

DPYD CTaHpapTHble peKoMeHgaumu. DPWG

T@ MpoTtuBoonyxonesble npenaparbl

NpuHoTekaH CTAHOAPT

dapm. geiicTBUE: NPOTMBOOMNYXONEBOE, LUTOCTaTUYECKOE

Toproeble Mapku: VipuHoBa, VipuHoTtekaH, VipuHotekaH megak, MipuHotekaH-AMEOAPT,
NPNHOTEKAH-O)X, NPUHOTEKAH-NPOMOME[, NpuHoTekaH-Teea, MipuHoTekaH-dunakcuc,
NpnHoTekaHa rugpoxnopug, MipuHotekaHa rugpoxnopug - NloHr WeHr @apma Niumnten®,
MpuHoTekaHa rugpoxnopuga tpurngpat, UpuHoten, Nputepo®, Kamntepa, Kamnto®, Kamnto® LIC,
OHMBang® nernnmpoBaHHbIN NMMNOCOMabHbIN

UGT1A1 Mpu faHHOM cTaTyce MeTabonmn3aTopa HUKaKUX LelCcTBU He TpeByeTcs. DPWG

dapmakoreHeTn4eckmn npodusns
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KaneuutabuH N3MEHEHUSA

dapm. geiicTBUE: NPOTMBOOMNYXOSIEBOE

Toproeble mapku: KabeuuH, KanametnH® ®C, KaneuutabuH, KAMELUNTABNH-NMPOMOMEL,
KaneunTtabuH-T/1, KaneuntoBep, KcansobuH, Kcenoga®, TytabuH®

[MoBbILLEH PUCK TAXENON UK faxKe CMepTeNbHON NeKapCTBEHHOM TOKCUYHOCTH
DPYD npu neyeHnn GTopPNMPUMUAMHOBBIMY NpenapatamMu. Misberante npuMeHeHus 5- CPIC
dTOpPYpPauMa n ero NponeKapcTs.

M36erante ¢pTopypauuna n kaneumtabmHa. Terapyp He sBNsieTCA anbTePHaTUBOW,
TaK Kak OH TakXe MmeTabonusupyetca Yepes DPD. Ecnu nsbexatb ¢pTopypaumna un

KarneuuTabuHa HEBO3MOXHO, onpefennTte oCTaTtouHyro akTuBHocTb DPD B

DPYD . y DPWG
MOHOHYKNeapHbIX KeTkax nepndeprnyecKkor KPoBU U KOPPEKTUPYINTE HaYanbHyHO

[03Yy COOTBETCTBEHHO. MNauneHT ¢ 0,5% HopmanbHon akTuBHocTM DPD nepeHocun
0,8% OT cTaHgapTHoM £o3bl (150 Mr KaneuuTabuHa Kaxaple 5 gHen).

Cauutysymab roBuTeKaH CTAHZAPT

dapwm. pencTeue: MMyHOMOAYNIMPYIOLLEE, MPOTUBOOMYXONEeBOe

ToproBble MapKu: Tpogensu

UGT1A1 CTaHOapTHble peKoMeHaaLuu. FDA

TamokcuodeH CTAHOAPT

¢apM. neﬁCTBMe: AHTU3CTPOreHHoe, NpoTneBoonyxoriesoe

Toproeble Mmapku: Bepo-TamokcundeH, CnuHpeH, TamokcnopeH, TamokcundpeH TEKCAJ1, TamokcudpeHa
umTpaTt

Vi36erante ymepeHHbIX U CUNbHbIX MHIMGUTOpoB CYP2D6. HauyHnTe nedyeHne ¢

CYP2D6 . . CPIC
peKoMeH10BaHHOW CTaHAAPTHOM [03bl TaMoKcudeHa (20 Mr/oeHb).

CYP2D6 CTaHAapTHble peKoMeHAaLuu. DPWG

dapmakoreHeTn4eckmn npodusns
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Teragyp WU3MEHEHUS

dapwm. pencTBue: NPOTMBOONYXONEBOE, LMTOCTaTUYecKoe

Toproeble mapku: PTopadpyp®

M36eranTe npumeHeHus Teradpypa. GTopypaumn n kaneuntabuH He SBAAKOTCA

NOAXOAAWMMU anbTepHaTUBaMU, TaK KaK OHWU TakXXe MeTabonuanpyroTca yepes

DPYD DPWG

DPD. Ecnu nstbexatb Terapypa HEBO3MOXHO, HAYHUTE C OYEHb HU3KOM J03bl U
KOPPEKTUPYNTE HayanbHYO 403y Ha OCHOBE TOKCUYHOCTU U 3PHEKTUBHOCTMU.

®dTopypauun W3MEHEHUS

¢apM. neﬁCTBMe: rnpotTmeoonyxosiesoe, UUTOCTaTU4eCKoe

ToproBble mapku: 5-OTopypaumn-36ese, PTopypaunn, PTopypauun-AEKO, Topypaumn-JISHC®,
dTopypaumn-POHLI®, dTopypauun-Tesa

[MOBbILWEH PUCK TSHXKENOW UMK faxke CMepPTEsIbHOW NNIeKapCTBEHHON TOKCUYHOCTH
DPYD npv ne4yeHnn GpTopnMpPUMULOMHOBLIMU NpenapatamMu. Vis6erante npumMmeHeHus 5- CPIC
dTOpYypauuna n ero NponexKapcTs.

36erante ¢pTopypaumna n kaneuutabuHa. Teradyp He sIBNSIeTCA anbTepHaTUBOMN,
TaK Kak OH Tak)ke MmeTabonuaupyetca Yepes DPD. Ecnu nsbexartb ¢pTopypaumna un
KarneuMTabuHa HEBO3MOXHO, ornpefennTe oCTaTtouHyro akTusHocTb DPD B

DPYD . 5 DPWG
MOHOHYK/1eapHbIX KJIeTKax nepupepmnyeckon KpoBU 1 KOPPEKTUPYINTE HaYaNbHYHO
[03y COOTBETCTBEHHO. MauneHT ¢ 0,5% HopManbHoM akTuBHOCTM DPD nepeHocun

0,8% OT cTaHOapTHOM o3kl (150 Mr KaneuuTabuHa Kaxxable 5 aHen).

ApAadpuUTUHUG CTAHOAPT
dapm. percTemue: NPOTUBOOMNYXONEBOE
Toproeble Mapku: banesepca

CYP2C9 CTaHOapTHble peKoMeHaaLuu. FDA

dapmakoreHeTn4eckmn npodusns
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@ NpotnBopBOTHBLIE NpenapaTbl

MeToknonpamup, CTAHOAPT

d)apM. neucTBue: NMPOKNHeTn4YecCKoe, NpoTMBONUKOTHOE, MPOTUBOPBOTHOE

Toproeble mapku: MeToknonpamug, MeTtoknonpamug Bendbapm, MeTtoknonpamug PeHeBan,
MeToknonpamug-Akpn®, Metoknonpamua-Buan, Metoknonpamug-fpomen, MeTtoknonpamug-
OCKOM, MeToknonpamuga rugpoxnopua, Metoknonpamuga rugpoxnopug-IrpuHcKpocc SKCnopT,
MepuHopwm, UepyrnaH®, Liepykan®

CYP2D6 CTaHAapTHble PEKOMEHAALMM. FDA

OHpaHceTpoH CTAHOAPT

dapm. peincrTemue: NPOTMBOPBOTHOE

Toprosble Mapku: Bepo-OHpgaHceTpoH, [omeraH, 3o¢paH®, fTazapaH BM, flatpaH®, OHgasenn,
OHpaHceTpoH, OHpaHceTpoH-AnbTdapm, OHgaHceTpoH-JIOHC, OHpaHceTpoH-POHL, OHpaHCeTpOoH-
Tesa, OHpaHceTpoH-OepernH®, OHgaHceTPOH-OckoM, OHpaHceTpoHa rugpoxnopua, OHgaHCEeTPOoHa
rugpoxnopua guruapat, OHgaHceTpoHa rugpoxnopua-JloHr LeHr ®apma Jinmutea®, OHpaHCeTpPoHa
rugpoxnopuga gurugpat, OceTpoH®, DmeceT®

CYP2D6 HauHnTe neveHne c peKoMeH10BaHHON CTapTOBOW A03bI. CPIC

TponuceTpoH CTAHOAPT

dapm. geincrTemne: NpoOTUBOPBOTHOE

Toproeble Mapku: TponnHAON®, TponnuceTpoHa rmapoxsopus,

CYP2D6 HayHuTe neyeHune ¢ peKoMeHA0BaHHOM CTaPTOBOM [03bl. CPIC

dapmakoreHeTn4eckmn npodusns



@ MNpotuBocynopoXHbie NpenapaTbl

BpuBapauetam U3MEHEHUSA

dapm. gencTeme: NPOTUBOCYAOPOXHOE

Toproebie mapku: EPVIBVIAK

I'Ipvl 0AHHOM reHoTMMNe MOXET 6bITb MOBbILLEH puck NOBGOYHbIX peaKLl,I/IIZ.

CYP2C19 FDA
PaccMoTpuTe CHUXeHWe A03UPOBKU

Kno6asam N3MEHEHWS

dapm. gercTBMe: aHKCUONUTUYECKOE, MPOTUBOCYAOPOXKHOE

Toproeble mapku: Kno6asam, Ppnsnym

Mpy faHHOM reHOTUMNE MOXET BblTb MOBbLILIEH PUCK MOBOYHBIX PpeaKLui.
HayvanbHas fo3a gofiXHa CoCTaBnsATb 5 Mr/AeHb, a TUTpoBaHMe Oo3bl creayeT
NPOBOANTb MEANEHHO B 3aBMCUMOCTU OT Macchbl Tena, HO He NpeBbilWaTb
CYP2C19 NMOMNOBWUHbI AOMNYCTUMOW [03bl. [1p1M HEOGXOOUMOCTU M HAa OCHOBAHUK FDA
KIIMHMYECKOro OTBETA AOMOJIHUTENIbHOE TUTPOBaHWE A0 MaKcuManbHo Ao3bl (20

Mr/geHb nnn 40 mMr/aeHb B 3aBUCMMOCTU OT Beca) MOXET GbITb HayaTo Ha 21-1
[EHb.

NamoTpua>XuH CTAHOAPT

¢apM. neﬁCTBMe! npotTneoanmnnenTnyeckoe

Toproeble mapku: JlamukTan®, flamutop®, Nlamutop AT, JlTaMOTPUOKUH, JTaMOTpuaXH KaHoH,
NamoTpupxunH ®apmacuHtes, llamotpuaxuH OT, JlTamoTpukc®, Cenzap

HLA-B CTaH[apTHble pekOMeHAaLmn. DPWG
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Okckap6a3enuH CTAHIAPT

dapwm. pencTeue: NpPoTMBOINUNENTUYECKOE

Toproeble Mapku: Okckap6asenuH, OkckapbasenuH - Hatne, OKCKAPBA3EIMWH BETOAPM,
Okckap6asenuH KaHoH, TpunenTtan®

V|Cﬂ0ﬂb3yl7ITe OKCKap6a3enuH B COOTBETCTBUMU CO CTaHAApPTHLIMMU

HLA-B CPIC
PEKOMEHAALMAMM MO [O3UPOBKE.

®eHuTounH CTAHOAPT

dapm. percTeBre: aHTMAaPUTMUYECKOE, MUOpesiaKCcHpytoLlee, MPOTUBOCYAOPOXHOE,
NPOTMBO3MMUIENTUYECKO

Toproeble Mmapku: unpeHnH

HLA-B
CYPZCQ HauynHanTe neyeHue c peKOMeHJJ,OBaHHOﬁ nop,p,evalBarow,eVl 0o03bl. CPIC
docpeHnTomnH ——

dapm. gencTBue: NPoTUBOINUIENTUYECKOE

ToproBbie Mapku: PocHeHUTOUH

HLA-B

HaunHaiiTe neyeHne c peKoMeHaoBaHHOW NoAaepK1BatoLLei ao3bl. CPIC
CYP2C9

dapmakoreHeTn4eckmn npodusns

50



@ Cratuubi

ATopBacTaTuH CTAHOAPT

dapm. peincTeue: runoxonecTepmHemMmyeckoe (CTaTuHbI)

Toproeble mapku: AHBUCTaT®, ATomakc®, AtopBactatuH, ATOPBACTATVH ABEKCHMA,
AtopBacTaTuH Ankanoung, ATOPBACTATH BEJIGAPM, ATopBacTaTuH Kanbuus, ATopBacTaTUH
Kanbuns KpucTananyecknin, ATopsacTtaTuH Kanbumsa Tpurngpat, ATopBacTaTUH Kanbunsa Tpurngpat
(Popma-I), AtopsactaTmH KaHoH, ATopBacTaTtvH Meancop6, AtopsacTaTtuH PeHeBan, ATopBacTaTuH
CaHoou, ATOPBACTATUH ®dapmacuHTes, ATopBacTtaTtuH-OBL, ATopBacTatuH-AKOC, ATopBacTaTuH-
AkpuxumH, ATOPBACTATUNH-ATIMYM, AtopBacTaTuH-AJIC, ATopBacTtatnH-BEPTEKC, ATopBacTtaTuH-
K, AtopBacTaTuH-JIEKCBM®, AtopBacTtatuH-C3, ATopBacTtaTuH-TA[LL, ATopBacTaTuH-TeBa,
ATtopBacTaTuH-®Il1, ATopBacTaTMHa Kanbuusa Tpurngpat, Atopuc®, Bazatop, Jlunodpopa, Jinnpumap®,
HosocTart, TopBakapa®, Tynun®

HasHaubTe Heo6X0AMMYHO HavanbHYO 403y U KOPPEKTUPYITE LO3UMPOBKY Ha

SLCO1B1 ; CPIC
OCHOBe peKoMeHAauun anst KOHKPETHOro 3aboneBaHus.
JloBacTaTtuH CTAHOAPT
dapm. gencTBue: rMnonmMnMaeMmM4Yeckoe, rmnoxonecTepuHeMmnYeckKoe
Toprosble Mapku: KapguocTtaTuH®, JloBactatuH, MegocTtaTuH®
HasHaubTe XenaemMyr HavyanbHYH 003y U KOPPEKTUPYNTE A03UPOBKY HA OCHOBE
SLCO1B1 ’ y yto Ao3y pp py O03UPOBKY CPIC
pekoMeHgaunn ana KOHKPeTHOoro 3aboieBaHus.
MNutaBacTaTuH CTAHOAPT

dapm. geincrteue: runonunugemMmmyeckoe, nHrnoupyrouee 'MIr-KoA-pegykrasy

Toproeble mapku: JlnBa3so, [NMutaBacTop

HasHaubTe xenaemMyto HayanbHyH J03Y U KOPPEKTUPYIATE LO3UMPOBKY Ha OCHOBE
SLCO1B1 . CPIC
pekoMeHOaLMA Afif KOHKPETHOro 3a60/1eBaHus.

dapmakoreHeTn4eckmn npodusns
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MNMpaBacTaTuH CTAHOAPT

dapwm. pencrteue: runonunuaemMmyeckoe (CTaTuHbI)

Toproeble mapku: [1paBacTaTuH

HasHaubTe enaemMyto HauyanbHy [03Yy Y KOPPEeKTUPYINTe 003UPOBKY Ha OCHOBE

SLCO1B1 CPIC

peKOMEH,U,aLI,VIl‘;I 019 KOHKPETHOro 3abonieBaHus.

PosyBacTaTuH CTAHOAPT

dapwm. peicrteue: runonunuaemMmyeckoe (CTaTuHbI)

ToproBble Mapku: AkopTa®, NweHop®, Kapguonun, Kpectop®, Jlunonpanm®, Po-ctaTtuH, Posapr,
Posuctapk®, PosyBactaTtuH, PosyBacTtatH ABBA, PO3YBACTATNH ABEKCUMA, PO3YBACTATUH
BEJI®APM, PosyBacTaTuH Kanbuusi, PosyBactaTuH Kanbums (amopdHbIn), PosyBacTaTnH KaHoH,
PosyBacTtaTuH Megucop6, PosyBacTtaTuH PeHeBan, Po3yBacTtaTnH CaHpo3®, PosyBacTatuH OT,
PosyBacTtatuH-AkpuxuH, PO3YBACTATUH-ATNTINMYM, PosysactatnH-BEPTEKC, Po3syBacTtaTuH-Buan,
PosyBacTtaTuH-KcaHTuc, PosyBacTtaTunH-J1ekT, PosyBacTaTuH-C3, Po3yBacTtatuH-TA/], PosyBacTaTuH-
TeBa, Po3ykapa®, Po3ynun®, Posydpact, Pokcepa®, Pyctop®, CyBapano®, Tesactop®

SLCO1B1 HasHaubTe xenaemyto HavanbHyro A03Yy Po3yBacTaTUHa U KOpPeKTUpymnTe CPIC
ABCG2 [O3MPOBKY Ha OCHOBE peKOMeHAaLMIN 1l KOHKPETHOro 3a6o1eBaHus.
CumBacTtaTtvH CTAHOAPT

¢apM. DencTeue: rmnoxonecrtepnHeMmnyeckoe (cTaTuHbI)

Toproeble Mapku: ATepocTaT®, Basnnun®, 3okop®, 3okop® popTte, OBeHKOp, Cumeal EKCAS®,
CumBacTtatuH, CumacTaTuH Ankanouna, CumeacTtaTtuH PeHeBan, CumBactaTtuH-AJICU,
CumactatnH-BEPTEKC, CumBop®, Cumno®, CuHkapg, Xonsacum

HasHaubTe xenaemyto HauasnbHyto A03Y U KOPPEKTUPYITe A03UPOBKY Ha OCHOBE
SLCO1B1 5 CPIC
PeKoMeHAALUMUN ANt KOHKPETHOrO 3a6oseBaHus.
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dnyBacTaTuH CTAHOAPT

dapm. pencTeme: runoxonecTrepmHemMmyeckoe (CTaTuHbI)

ToproBble mapku: ®nyBacTaTuH

SLCO1B1 Ha3HaubTe HeO6X0ANMYIO HayabHYO O03Y U KOPPEKTUPYHTE A03UPOBKY CPIC
CYP2C9 ¢dnyBacTaTMHa Ha OCHOBE PeKOMEHAAUNN ANs KOHKPETHOro 3a6oneBaHus.
ﬁ .D,pyrue npenapatbl
AGpPOLUTUHUO CTAHIOAPT
dapm. gencrTeue: 4epMaToTPOnHoe
Toproeblie Mapku: CanbuHKbO
CYP2C19 CTaHpapTHbIe peKoMeHgaumu. FDA
ATOMOKCETUH CTAHOAPT
dapm. gencTeme: CMMNAaTOMUMETUYECKOE, CENEeKTUBHbIN MHTMOBUTOP 06GpaTHOro 3axBaTa
HopagpeHanuHa, NPUMEHSIOT Npu cCMHpomMe ageduumTa BHUMaHUS/rMnepakTMBHOCTHU
Toproebie MapKu: ATOMOKCETUH, ATOMOKCETUH KaHoH, [JucmakcuH, KorHuttepa, Ctpattepa®
CYP2D6 CTaHfapTHble PEKOMEHAALIMM. DPWG
Ban6eHa3uH CTAHIOAPT

dapm. gencTemre: HEMPOTPOMHOE, ANSA NeYEeHUsI NO3AHEN OUCKUHE3NUN, HEBPOTOrMYECKOro
pPacCTPOMCTBA, Bbl3blBAOLLErO HEMPOU3BOJIbHbBIE ABUXEHMSA (YacTO YentoCTn, ryb u a3bika), KoTopoe
MOXET BO3HUKHYTb Ha GOHEe ANTENbHOro NpuemMa HemponenTUKOB

Toproeble Mapku: Ban6eHasunH

CYP2D6 CTaH[apTHble PeKOMEHAALIMN. FDA
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ropMOHaﬂbeIe KOHTpauenTusbl
dapm. geincrteue: He ykasaHo

TOpI'OBbIe MapKu: —

HeyTeTpabeHasuH

dapm. gencrTeue: HEMPOTPONHOE, aHTUXOPEOHHOE AeNCTBME

Toprosble Mmapku: [JeyteTpabeHasnH

CYP2D6 CTaHpapTHble peKoMeHgaumu.

OpoHa6buHon

CDapM. neﬁCTBMe! KaHHabuHouA, NPOTUBOPBOTHOE CPeacTBoO, raJuirtounHoOreH

Toproebie Mapku: [1poHabUHON

CYP2C9 CTaHOapTHble peKoMeHJaLmu.

MaBakamTeH

dapm. geincrteme: He ykasaHo

ToproBebie Mapku: —

CYP2C19 Mpu gaHHOM cTaTyce MeTabonn3aTopa HUKaKUX AeiCTBUI He TpeByeTcs.

dapmakoreHeTn4eckmn npodusns
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MeTonponon CTAHIOAPT

(DapM. neucTBeue: aHTUapUTMmn4yeckoe

Toprosble Mapku: betanok®, betanok® 30K, Kopsuton® 100, Kopeuton® 50, MeTokapa®, MeTokop
Aoundapm, MeTonponon, Metonponon Anbpaktue, Metonponon Bendapm, Metonponon 3eHTUBa,
MeTtonponon OpraHuka, Metonponon PeHesan, Metonponon petapa-AkpuxmH, METOTMPOJIOJ]
®apmacuHTes, Metonponon-0OBL, Metonponon-Akpn®, Metonponon-AkpuxmH, Metonponon-Apay,
MeTonponon-BEPTEKC, Metonponon-KPKA, Metonponon-patnodapm, Metonponon-Tesa,
MeTonponona cykuuHaT, Metonponona taptpaTt, Cepgon, Orunok®, 3runok® C

CYP2D6 HauHuTe co cTaHAapTHO A03bl. CPIC
CYP2D6 CTaHpapTHble peKoMeHAaLmu. DPWG
HaTternuHupg CTAHOAPT

¢apM. OeAcTBUe: rmnoriankemMmyeckoe

Toproeble mapku: Ctapnukc (STARLIX), NAGLID

CYP2C9 CTaHpgapTHble peKoMeHaaumm. FDA

MuTtonusaHT CTAHIOAPT

¢apM. neﬁCTBMe: HeVIpOTpOI'IHOG, Ona nevyeHna Hapkosencumn, KatarJjiekCcum

Toproeble MapKu: Baknkc (Wakix®), Ozawade®

CYP2D6 CTaHaapTHble peKoMeHaaLu. FDA

TeTpabeHa3uH CTAHOAPT

dapm. gencrTeme: HeMPOTPONHOE, ANSA YCTPAHEHUS CUMNTOMOB MMMEPKUHETUYECKUX ABUrATENbHbIX
HapyLLEeHUN

Toproeble MapKu: HOPMOKUHE3TUH®

CYP2D6 CTaHpapTHble pekoMeHJaLuu. FDA

dapmakoreHeTn4eckmn npodusns
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dnuéaHcepuH CTAHOAPT

dapm. geicTBue: aHTUOENPECCUBHOE

Toproebie mapku: OnnéaHcepuH

CYP2C19 CTaHAapTHble peKoMeHAaLmu. FDA

dnurnycrtat CTAHOAPT

dapm. gencrTeme: CUNbHBLIN N creundUyecKUn MHFIMGUTOP FFOKO3WILEepaMUaCHHTa3bl, NPUMEHSeTCA
npuv 6onesHun MNowe | Tuna (BI'l) kak cy6cTpaTpenyumnpyroLwas Tepanms

Toproeble MapKu: dnurnycrar

CYP2D6 CTaHZapTHble peKoMeHaaLuu. DPWG

& HecTepougHble npoTuBOBOCNaNUTeNIbHble CpeacTBa

NGynpodeH CTAHIAPT
dapm. gercTBue: aHanbresnpytoLlee, XapornoHuxarollee, MPoTUBOBOCMANUTENbHOE

Toproeble mapku: Agsun, Agsmn ® MAKCVIMYM, AptpoKawm, bpygoon® ana neten, bpyden CP,
bymungon®, fleébnok, donrnt®, MIeyeseHleH, N6ynnpuH, NeynupuH Kngc, MéynpodeH, NéynpodeH
Bendapm, N6ynpodeH Busa Gapm, Néynpoden BI, N6ynpodeH ans geten, Méynpoden AOC,
NéynpodeH KaHoH, I6ynpodpeH Megucop6, NoynpodeH PeHeBan, NoynpodpeH PapmacuHTes,
NBYTMPO®EH ®OPTE, N6ynpodeH OT, NoynpodeH SkcTpaKan®, N6ynpodpeH-AKOC, N6ynpodeH-
AkpuxuH, eynpopeH-BEPTEKC, NoynpodeH-Xemodpapm, N6ydeH, HTpadpeH-TEH, KOMBAIT VIH®,
Makcukong® ana geten, MUM® 400, MUT® ana geten, MUIM® aona manbiwen, He6onnH® kanc, HekcT
YHo Okcnpecc, HEKCT YHO OKCIPECC ®OPTE, HypodakTop, HypodpacT®, HypodacTt® dopTe,
HypodeH®, HypodeH® 12+, HypodeH® gna aeten, HypodeH® YnbTpaKan, HypodeH® dpopTe,
HypodeH® Skcnpecc, HypodpeH® Skcnpecc flegn, HypodpeH® Dkcnpecc Heo, HypodeH® Skcnpecc
dopTe, Mepea®, CeganbrmH® CIMPUHT, TemnoHeT®, Gacnnk, PEHAIXWO, SkcTpadeH KpoHodapm

HauHWTe NeyeHne c pekoMeH40BaHHOW CTapTOBOM [103bl. B COOTBETCTBUM C
WHCTPYKLUMEN MO NPUMEHEHUIO, UCMONb3YINTe MUHUMAaNbHY 3GGEeKTUBHYHO LO03Y B

CYP2C9 . CPIC
TeueHue KpaTyanllero nepuoaa, COOTBETCTBYHOLEro MHANBUAYaANbHLIM Liefam

ne4vyeHuna nauneHTa.
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JlopHOKCUKaMm CTAHZAPT

dapm. geicTBue: aHanbresmpyoLlee, aHTUarperaHTHoe, XaporoHuxatrollee,
npoTuBoBOCMNaNUTENbHOE

Toprosble Mapku: 3opHuKa, Kcedpokam, Kcedokam panug, JIOPHUA®, NlopHokced®, JTopHOKCHUKaM,
JTOPHOKCWKAM BEN®APM, NopHokcukam KaHoH, JTopHOoKcuKam-BuHeprus, JlopHoKcHMKam-
TPNBUYM®, TOPHOJTNO®

HauHuTe neyeHuve c peKOMeH[J,OBaHHOIZ CTapTOBOﬁ 003bl. B cooTBeTCTBUMN C

WHCTPYKLUMEN MO NPUMEHEHUIO, UCMOMb3YINTe MUHUMAaNbHY 3GGEeKTUBHYIO 403y B

CYP2C9 y CPIC
TeueHue KpaTyalLlero nepuopa, COOTBETCTBYIOLLErO UHAUBUAYANbHLIM LiensM

ne4vyeHuna nauneHTa.

Menokcukam CTAHOAPT

dapm. gencTBue: aHanbresmpyollee, aHTUarperalumoHHoe, XaponoHuxatollee,
npoTUBOBOCMAaNUTENbHOE

Toproeble mapku: AMEJTOTEKC®, ApTpo3aH®, bu-kcukam®, NreHnTpoH®, Jinbepym, Menbek®,
Men6ek® ¢opTte, Menokc®, Menokcam, Menokcukam, Menokcmkam Asekcuma, Menokcukam
oy¢pyc®, Menokcukam Bendpapm, Menokcukam [C, Menokcmkam KaHoH, Menokcukam Megucop6,
Menokcukam lNonncaH®, Menokcukam PeHean, Menokcukam WUTOA, Menokcukam-AKOC,
Menokcukam-AkpuxuH, Menokcnkam-BEPTEKC, Menokcunkam-INrPUHKPOCC 3SKCIOPT,
Menokcukam-KcaHTtnc, Menokcukam-JSlekdpapm, Menokcukam-0OBL, Menokcukam-IpaHa,
Menokcukam-TeBa, Menokcukam-®apmannaHt, MEJTIOKCUHOPM, Menopnekc Pomdpapm,
Mecunon®, Mukcon-0ga, MosarenH® 3kcnpecc, Mosannuc®, MosacnuH®, MoBukc®, PeBmapT, OKCeH-
CaHoBenb, 9nokc Conogpapm, Anokc-COJSTOpapm, DHTENOKC®

HayHuTe neyeHue c peKOMeH}J,OBaHHOVI CTapTOBOﬁ 0o3bl. B cooTBeTCTBUM C
VIHCprKLl,VIeﬁ no NpUMeHeHuro, MCHOﬂb3yl7'|Te MUWHUManbHY0 3$$EeKTUBHYHO 003y B

CYP2C9 . CPIC
TeYyeHne KpaTtdyauwero nepmnoga, CooTBeTCTByrolero MHgnemayasnbHbiM Lenam

ne4vyeHna nauneHTa.

dapmakoreHeTU4eCKuUin Npounb
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NMupokcukam CTAHOAPT

dapm. gecTBue: aHanbresvpytollee, aHTMarperaumoHHoe, XapornoHuxatollee,
NMPOTMBOBOCMANUTENIbHOE

Toproeble Mmapku: [upokcukam, MNMupokcukam 34, NMupokcukam-OBL, MNMupokcukam-Akpn®,
Mupokcukam-BEPTEKC, ®GuHanrenn®

HauHWTe NneyeHne c peKoMeHL0BaHHOM CTapTOBOM A03bl. B COOTBETCTBUM C
MHCTPYKLMEN MO MPUMEHEHWIO, UCMOSb3YNTe MUHUMATbHYO 3GOEKTUBHYIO 103y B
CYP2C9 CPIC

Te4dyeHne KpaTanIUJeFO nepuoaa, CooTeBeTCTByroLEero uHamemnagyanbHbiM Lenam
nevyeHund nauneHTa.

TeHOKCUKam CTAHOAPT

¢apM. neucTBeue: aHanbres3npyrollee, >XaponoHmxatrouiee, npoTnBoBoCnasinTesibHoOe

Toprosble mapku: APTOKCAH®, PenuHdna, Tekcapen®, TeHokcukam, TeHokcukam-TPUBUYM®,
TEHOJIMO®

HayHuTe neyeHue c peKOMer,OBaHHOVI CTapTOBO[/'I [o3bl. B cooTBeTCTBUMK C
WMHCTPYKLMEN MO NMPUMEHEHUIO, UCMOSb3YNTE MUHUMaNbHYI 3Q(EeKTUBHYIO A03Y B
CYP2C9 ' CPIC

TedyeHune KpaT‘-IaVILIJeFO nepuoaa, CooTBeTCTBYyrOLWEro uHanemnagyanbHbiM Lenam
neyeHnda nauneHTa.

dnyp6unpodeH CTAHOAPT

(DapM. neucTBue: aHanbres3npyrolulee, NnpoTnBoBOCMNarnTesibHoe

ToproBble Mapku: PakcTtaH-CaHoBenb, CTpencunc® MuTteHcms, GnypbunpodeH-GapmcTaHgapT

HayHuTe neyeHne ¢ peKOMeHA0BaHHOM CTaPTOBOM [03bl. B COOTBETCTBUM C
WHCTPYKLMEN NO MPUMEHEHMIO, UCMONb3YINTe MUHUMAasbHYH 3GOEKTUBHYIO [03Y B

CYP2C9 . CPIC
TeyeHue KpaTyalLlero nepmona, COOTBETCTBYHOLLErO MHANMBUAYANbHBIM LEeNsM

neyeHnd nauneHTa.
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Llenekokcuo6 CTAHIOAPT

(DapM. neucTBeue: aHanbres3npyroulee, >XaponoHmxatrowiee, npoTnBoBoCnasiMTesibHoe

Toprosble Mmapku: [Junakca®, Poykokcnb-PoyTek, Cumkokcuno, Lienebpekc®, Lienekokcuo,
LIENTEKOKCWB BEJTOAPM, Llenekokcn6 OpraHuka, Llenekokcn6-BEPTEKC, Lienekokcn6-Buan,
Llenekokcno-Tesa, Llenekcno

HauHWTe neyeHne ¢ pekoMeHg0BaHHOW CTapTOBOM [03bl. B COOTBETCTBUM C
MHCTPYKLMEN MO NPUMEHEHUIO, UCMOMb3YINTe MUHUMAaNbHY 3GGEeKTUBHYHO 403y B

CYP2C9 . CPIC
TeuyeHMe KpaTyanLero nepuona, COOTBETCTBYHOLIErO MHAMBUAYANbHBIM LieNAaM

neyeHnd naumneHTa.
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BblAENTEHVNE N XPAHEHUE OHK

O6pasupl HK knneHTa BblgeneHbl U XpaHATCA B 6Mo6aHKe nabopaTopumn. ITO NO3BONSET NpU
Heob6X0AUMOCTHM NPOBECTU NOATBEPXAAtOLWEee UccrnefoBaHne Metogom CaHrepa unu BbiNosHUTb
OOMNONHUTENbHBIN aHann3 6e3 NOBTOPHOro 3a6opa 6uomartepuana.

BuomaTtepuan Mepudepnyeckas kposb (EDTA)
O6bém AHK 3.2 MKT, KOHUeHTpauus 48 Hr/MKn
Ycnosus xpaHeHus [oNrocpoyvHoe xpaHeHue npun -20°C
CpoK xpaHeHus 5 neT ¢ gaTbl Bblgayun pesynbraTta

MOrYT ObITb BbIMOIHEHbLI 6€3 NOBTOPHOro 3abopa

L ononHUTENbHbIN aHanu3
6vomaTepuana no 3anpocy nauneHTta

BbioeneHnune n xpaHernve OHK



