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OBO3HAYEHMSA 1 COKPAILEHMA

UBC — umemuueckas 00s1e3Hb cepaua
JTHK — ne3okcupuOOHyKISHHOBAs KUCJI0Ta
[TLIP — nosiMepa3Has LeHasi peakiius

KASP — Kompetitive Allele Specific PCR (koHKypeHTHas ajlielib-
crienuduueckas T1LIP)



B Hacrosiiedl MHCTPYKLMHM [0 HpPUMEHEHHIO (hajnee — HHCTPYKIHS)
M3/I0’%KEH METOJ OIpe/e/ieHHs] BEPOSTHOCTH Pa3BUTUS TPOMOO3a CTEHTA IpPH
Ha3HAaYeHHHU JBOWHOM Jie3arperaHTHON Teparnii alleTUIICAIUIIUIOBOM KHCIOTON U
KJIOMUAOrpesieM, IMaudeHTam ¢ uiemuyeckoit OGosnesnbto cepaua (MbC) na
aHa/IM3e pPe3yJIbTATOB MOJIEKYJISPHO-F€HEeTHUYEeCKUX HCCIIeJIOBAHUM, KOTOPbIH
MOXeT OBITh UCITOJIb30BAH B KOMIUIEKCE MEAULMHCKUX yCIIyT, HallpaBJAeHHBIX Ha
nevenue nauuneHtos ¢ UbC.

MeToJ, H3JI0KEHHBIM B HACTOAIIEH HWHCTPYKUMH, IpeAHasHauYeH I
Bpaueii-KkapuoJIoroB, Bpadyeii-TepareBTOB, Bpadeil OOIIeH MPaKTHKH M HHBIX
Bpayei-CrellMaJIMCTOB ~ OpraHM3aluMid  31paBOOXPaHEHHsd,  OKa3bIBAaOLIMX
MeMLMHCKYI0 momomls mnauuentam ¢ MBC B cTauvoHapHBIX — W/HIH

aMOyJTaTOPHBIX YCIIOBHUSIX.

IMOKA3AHUS K IPUMEHEHUIO
- Ocrpeiit nadapkr muokapaa (121)

- XpoHuyeckas uiueMideckas 6o7e3ub cepaua (125).

IMPOTUBOIMMOKA3AHUS K IPUMEHEHUIO

- HCT

NEPEYEHL HEOBXOJAUMBIX  MEJMIUHCKUX U3EJINH,
JEKAPCTBEHHBIX ITPEITAPATOB U JIP.
. BakyraiiHeps! ¢ unTpatom Na

2. CucreMa gerekuuu rpoaykros I1IIP B peaqbHOM BpEMEHH

OIMNCAHUE TEXHOJIOI'MAU NCIHOJB30BAHUS METOJA
MeTo, U3/I0KEHHBIN B HACTOSALIEH HHCTPYKUHH, BBIIIOJTHACTCS B 11 aTana:

I sman. Cbop anammuesa.



1.1 naumentam ¢ UBC BHe 3aBUCHMOCTH OT cTaryca (OTArOILICHHBIH HIIK
HEOTATOLIEHHBI}) CeMeHHOro aHaMHe3a B Clydae OTCYTCTBHS OTKJIOHEHHH
reMOCTA3HOJOTHUYECKUX II0Ka3aTesied OT HOpPMBI IIPOBEACHHE MOJEKYJISPHO-
PeHETHYECKOI'0 UCCIIeI0BaHUs HE [10Ka3aHo;

1.2 maumentam ¢ MIBC ¢ oTsgroumeHHbIM CeMEMHBIM aHaMHE30M B Cllydae
HATM4Msl OTKJIOHEHMH Oojiee OBYX TeMOCTa3MOJOIMYECKHMX IOKasaresed OT
HOPMBI PEKOMEHI0BAHO IpOBE/IEHUE MOJIEKYJISIPHO-T€HETHYECKOTO
MCClIeJOBaHUS,

1.3 manumenTtam ¢ UBC ¢ HEOTArolleHHBIM CEMENHBIM aHaMHE30M B cllydae
HaJMYUs OTKJIOHEHHI Oojlee Tpex TIeMOCTa3sHOJIOTHMYECKUX IOoKasaTeaed OT
HOPMBI PEKOMEH/I0BaHO [IpOBE/EHUE MOJIEKYJISIPHO-T€HETHYECKOTO
KCCae0BaHus.

[l sman. [lpoeedeHnue MONEKYIAPHO-2EHEMUHECKO20 AHANU3A.

2.1 IlpoBeneHHe TEHOTHIIMPOBAHMS C HCIOAb30BAHUCM TEXHOJIOTHH
KOHKypeHTHOMH annenb-crienuduyeckoit [TLP (KASP) 1 BbIAB/ICHHUS IEHOTUIIA
[0 reHaM, ACCOLMMPOBAHHBIM C pa3BUTHEM OCJIOKHEHWH MpH JBOHHOH
nesarperantHoit Tepanuu npu MbC. Mcenonpsyercs cieayiollasd MUHAMaJIbHAA
MaHenb MOJIMMOPGU3MOB T'eHOB (IpHIOKeHHe, Tab/ula 1): rs1045642,
1$35835168, rs12248560, rs28399513, rs4244285, rs1799853, rs55670713,
rs7714373, rs303500, rs7584466, rs12598219.

1] sman. Onpedenenue 6eposmHOCMU pa3eumusi ocnooicHenutl (6 bannax).

Kaxaplii  OTAENBbHBIA  BapuaHT TreHa OLEHHUBACTCs  ONpeAC/ICHHBIM
KOJIMUecTBOM GasioB (npujioxkenne, tabauua 2). [OMO3UTrOTHBIM BapUaHT pUCKa
(Hanpumep, A/A) olleHuBaeTcs B 10 0aos, a reTepo3uroTHsIi (Hanpumep, A/G)
— B 5 GaioB, T.K. TOMO3UTOTHBIH BapuaHT MMeeT JBa ajlie/d pucka, a
reTepO3UrOTHBIN — TOJBKO OJAMH alle/lb pUCKa. Tl kakaoro HoiuMopdusMa
raKoKke BBOJMTCS TOMpPABOYHBIA KO3(P(OULIHMEHT, OTPaXAIOUMH €ro BKIaL B

spauenne ADP-tecta 1npu  coBokynHoM aHamuse 11 noJumMophu3MOB
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(mpunoxenue, tabnuua 2). MroroBoe 3HaueHue Oaya UL KakIOro
nosuMop(usMa SBJSETCS NPOU3BeJeHHEM IONPAaBOYHOrO KO3 uUIKMeHTa U

0ajla B 3aBUCUMOCTH OT F'€HOTHIIA. Hanpﬂmep, JUISL MallMeHTa ¢ pe3ylibTaTaMu

reHoTunupoBaHus (Tadauua 3) cymmapHsiil 6ann 48,17.

[Morumoppuszm | Tenorun bann Kosadpduuuenr | Cymma
rs1045642 |GG 0 1,021 0
1s35835168 CG 5 1,022 &
rs12248560 el 5 1,129 5,65
rs28399513 AA 10 1,073 10,73
rs4244285 AA 10 1,010 10,10
rs1799853 cC 0 1,012 0
rs55670713 CT 5 1,011 5,06
rs7714373 AG 5 1,021 3:11
rs303500 AA 0 11,117 BRI
rs7584466 TE 0 1,305 0
rs12598219 AG 5 1,281 6,41
Cymma Oasos: | 48,17

KonudectBo 6amnos Bbime 30  CBUAETEICTBYET O  IOBBILICHHOH
BEPOSATHOCTH PA3BUTHs OCJIONKHEHUH MU Ha3HAYCHUN JIBOMHOM Jie3arperaHTHON
Tepanuy aleTWICATULNIOBOH KHUCIOTOH M KJIOMHAOTPE/IEM. Hanpumep, eciu
cymma OaioB paBHa 48,17, TO BEpOSTHOCTb pasBUTHA OCJIOKHEHHUH IpH
Ha3HAYCHUH aHTUTPOMOOTHYECKOH Teparnuy ypenuyera B 1,61 pasa (48,17/30=
1.G6l%

Ecnu cymma OaljioB paBHa WM MEHbIIEC 30, TO BEPOSTHOCTH pa3BUTHA
OCJOKHEHMI ~ TpU  HAa3HAUEHWH  JBOMHOM Jle3arperaiTHON  Teparuu

aHeTHHCaHHLIHHOBOﬁ KUCJIOTOM M KJIOTTUAOTpE/IEM HE [TOBBILLICHA.



B ciyyae NOBBILIEHHONW BEpOSITHOCTU Pa3BUTUsl OCJIOXKHEHHH, pe3yJIbTaThl
MOJIEKYJIIPHO-T€HETUYECKOr0 aHaM3a CJIy’KaT OCHOBAaHUEM JUIS IIPOBEIEHMS

MEJULUHCKOH NPO(QUIAKTHKN U KOPPEKIUHU IPOBOJUMOTO JIEUEHHS.

BO3MOXHBIE OCJIOKHEHUS

OcnoxxHeHus OTCYTCTBYIOT.



[MTPHUJIOXXKEHUE

Tabmiua 1 - TlonmuMopduaMbl TeHOB [l  MOJEKYJISAPHO-F€HETHYECKOrO
HCCJIeI0BAHUS
IHonumopdpusm I'en Xpomocomuas nozuumsi (GRCh38)
rs1045642 ABCBI 7:87509329
rs35835168 CYP2CI3 10:94727550
rs12248560 CYP2C19 10:94761900
rs28399513 CYP2Cl19 10:94842641
rs4244285 CYP2C1Y9 10:94781859
rs1799853 CYP2CY o 10:94942290 B
rs55670713 FREMI, CERI 9:14723628
rs7714373 LHFPL2 5:78725395
rs303500 RCBIB2PL LIPM 10:88793660
rs7584466 RPS20P10, DYSF 2:71884400
rs12598219 ZFHX3-4S51 16:72743326

Tabnuua 2 — baniel B 3aBUCHUMOCTU OT I'eHOTHUIIA

' Bo3mMozkHbIe BApHAHTDI
TEspmopduy. | Kot gussican reqortun | 6ayu | reHotun | 6ayn | reHotun | 6ajun
rs1045642 1,021 GG 0 AG 5 AA 10
rs35835168 1,022 cC 0 CG D GG 10
rs12248560 1,129 L 0 4 5 g Wi 10
rs28399513 1,073 TT 0 AT 5 AA 10
rs4244285 1,010 GG 0 AG S AA 10
rs1 799853 1,012 &8 0 CT > Tl 10
rs55670713 1,011 i 0 CT ) G 10
rs7714373 1,021 GG 0 AG 5 AA 10
rs303500 1,117 AA 0 AC 5 CcC 10
157584466 1,305 T | 6. er | 31 e VD
rs12598219 1,281 AA 0 AG 5 GG 10




