12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

YepHoBuk BB: leHeTuka n buomegnumnHa

3anp 2024 r., 00:00 — 20 anp 2024 r., 23:59
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

2 banna

[ns nccnepoBaHuns ponn reHeTu4eckom u cpenosom KOMIMOHEHTbI B q:)OpMI/IpOBaHI/II/I NMPM3HaKoB " 3abonesaHunin
yeJioBeKa UCMOoNb3yT 6nn3HeuoBbIN MeToa. B cnydae, ecnny oByx 6n13HeL0B HabnogaeTca oanHaKoBOoE
3aboneBaHve NN OANHaKOBOE COCTOSIHME ncecnengyemMmoro npr3Haka, MX Ha3blBaloT KOHKOPAOaHTHbIMIA. ns pacqéTa

PO HaceACcTBEHHOCTN B GOPMUPOBaHNIN NPU3HAKa UCMOoSb3ytoT dopMyny XomnblUHrepa:

KMB — K/IB

= .100%
100 % — KJIb

roe KMBb — KOHKOpOAaHTHOCTb MOHO3UTOTHbIX (0gHOANLEBbIX) 6nn3HeloB, KB — KOHKOpAaHTHOCTb AU3UTOTHbIX
(pasHosLeBbIX) 6An3HeL0B. B paMkax nccneqoBaHua HacieQyeMocT NpeapacnonoXeHHOCTN K HpOHXManbHON
acTMe 6bINo NpoaHananposaHo 52 napbl MOHO3UIOTHbIX 1 158 nap AN3NroTHbIX BNMBHELOB, B Ka)O0W 13 KOTOPbIX
X0Te 6bl 0AMH 6nnsHel, 6onen actMoli. B 27 napax MOHO3UIOTHbIX U 33 Napax OM3UTroTHbIX GNU3HEL0B BTOPON

bnuaHew Takxe CTpafasi OT aCTMbl.

Hangnte KMB. OTBeT Bblpa3unTe B NPOLLEHTaX, OKPYINMUTE 4O COTbIX.

Yucno

Hangute KOB. OTBET BbipasnTe B NPOLLEHTaX, OKPYINUTE 4O COTbIX.

Yucno

Hangnte kKoadbdurumeHT HacneQyemMocT NpenpacnonoXeHHOCTN K BpoHXmnanbHom actMe no gopmyne

XonbumHrepa. OTBET BblpasnTe B NPOLEHTaX, OKPYrnTe A0 COTbIX.

Yucno

Kakune reHbl MOryT BAUATb Ha pa3BuTrie BpoHXManbHOM acTMbI?

leHbl BOCNanuTenbHoOro oTeeTa

leHbl peMopennpoBaHus abixaTeNbHbIX NyTen

leHbl paKkTOPOB CBEPTHIBAEMOCTN KPOBI

leHbl MeTabonnama HyKneoTnpoB
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

2 banna

[ns nccnepoBaHuns ponn reHeTu4eckom u cpenosom KOMIMOHEHTbI B q:)OpMI/IpOBaHI/II/I NMPM3HaKoB " 3abonesaHunin
yeJioBeKa UCMOoNb3yT 6nn3HeuoBbIN MeToa. B cnydae, ecnny oByx 6n13HeL0B HabnogaeTca oanHaKoBOoE
3aboneBaHve NN OANHaKOBOE COCTOSIHME ncecnengyemMmoro npr3Haka, MX Ha3blBaloT KOHKOPAOaHTHbIMIA. ns pacqéTa

PO HaceACcTBEHHOCTN B GOPMUPOBaHNIN NPU3HAKa UCMOoSb3ytoT dopMyny XomnblUHrepa:

KMB — K/IB

= .100%
100 % — KJIb

roe KMBb — KOHKOpOAaHTHOCTb MOHO3UTOTHbIX (0gHOANLEBbIX) 6nn3HeloB, KB — KOHKOpAaHTHOCTb AU3UTOTHbIX
(pasHosLeBbIX) 6An3HeL0B. B paMkax nccneqoBaHua HacieQyeMocT NpeapacnonoXeHHOCTN K HpOHXManbHON
acTtMe 6bIno NpoaHanmanposaHo 63 napbl MOHO3UIOTHbIX 1 142 nap AN3UrOTHbLIX BNUBHELOB, B Ka)O0W 13 KOTOPbIX
X0Te 6bl 0AnH 6nnsHel, 6onen actMoli. B 31 napax MOHO3UIOTHbIX U 33 Napax OU3UTroTHbIX GNN3HEL0B BTOPON

bnuaHew Takxe CTpafasi OT aCTMbl.

Hangnte KMB. OTBeT Bblpa3unTe B NPOLLEHTaX, OKPYINMUTE 4O COTbIX.

Yucno

Hangute KOB. OTBET BbipasnTe B NPOLLEHTaX, OKPYINUTE 4O COTbIX.

Yucno

Hangnte kKoadbdurumeHT HacneQyemMocT NpenpacnonoXeHHOCTN K BpoHXmnanbHom actMe no gopmyne

XonbumHrepa. OTBET BblpasnTe B NPOLEHTaX, OKPYrnTe A0 COTbIX.

Yucno

Kakune reHbl MOryT BAUATb Ha pa3BuTrie BpoHXManbHOM acTMbI?

leHbl BOCNanuTenbHoOro oTeeTa

leHbl peMopennpoBaHus abixaTeNbHbIX NyTen

leHbl paKkTOPOB CBEPTHIBAEMOCTN KPOBI

leHbl MeTabonnama HyKneoTnpoB
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

2 banna

MNonumepasHasa uenHas peakumsa (MNLP) — aTo MeToa MONeKynapHOM ANarHOCTUKIW, MO3BOMAIOLWNIA Ha paHHNX
3Tanax 3aboneBaHua BbIBAATb GparMeHTbl reHeTuyeckoro Mmatepuana (PHK) Bupyca. OH xapakTepunayeTcs
BbICOKOW YYBCTBUTENbHOCTBIO U CMELUPUYHOCTLIO U MO3BOMSIET MNOSYYUTb PE3YNbTAT B CPABHUTENIbHO KOPOTKME
cpoku. Metog MNLP B pexxuMe peanbHoro BpemeHun no3sonseT BbiaensaTs PHK BUpyca Kak KauecTBEHHO,

TaK 1 KONn4yecTBEHHO. KayeCcTBEHHOE BbISIBIEHME MrEHETUYECKOrO MaTepurasna B1upyca No3BonseT NpennonoxXnTb
npucyTCTBME BUPYCa B UcceayemMoM MaTepuane. KonndecTBeHHas e xapaktepuctuka cogepxanHunsa PHK Bupyca
B UCCnefyeMoM briomMaTepuarsne, T0 eCTb onpefeneHne BUPYyCHOM Harpy3Kku, No3BonseT oueHnBaTb aQpOeKTUBHOCTb
NpPoOBOAVMOW NPOTUBOBUPYCHONM Tepanun U NPOrHo3MpoBaTb TeyeHe 3aboneBaHns C BO3MOXHbIM Pa3BUTUEM
XPOHUYECKOro Nnpouecca N OCNOXHEHWI. [Tepel BaMK KNnacCUYecKnii pesynstaT aHanmaa Hanndmng Bupyca

y nauuneHTa. Bbl BUguTe HakonneHne npoaykTa amnnndrikauum supyca renatuta C s kaHane Fam (cuHuin).
Mokasatenb Hxe 30 cuntaeTca nonoxuTenbHbIM, Bbile 30 oTprLaTenbHbIM. B kaHane Hex (3enéHbiin) naér
aMnnnurKaLna KOHTPONbHOro pparmMeHTa (ecnm ero aHadeHne 6onbiie 30, To pesynbTaT He Bbloa&TCS,

TaK Kak cYMTaeTcs, YTo B peakumm bbi1 Kakor-To nHrmbutop). KonnyecteeHHas oLLeHKa NpoBoguTCS

no nokasatento Ct (MoporosbIi LMKN) — TOYKE Havana aKCMOHEHLMaNbHOro pocTa NpoayKTa aMnanduKaLmum.

Amplification

'mc-__ .............. i I

RFU

100__ .............. .............. / ....... ........... _

Cycles

Kak Bbl cuMTaeTe, HY>XXHO N1 NPU NOCTaHOBKE AaHHOro TecTa fobaenaTh B peakuuto MNLP gononHutenbHble

peakTnBbl? Ecnu ga, To kakune?

Het

Ha, o6paTHylo0 TpaHCKpMNTasy

Ha, renukasy

Ha, OHKa3sy

Yem Bbiwe nokasatens Ct, Tem BupycHas Harpyaka ...

BbiLle

HW)Xe

HeT 3aBucumocTtn
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

nauneHTaM, KOTOpPbIM Bbl MOCTaBUTe ANarH03 BMPYCOHOCUTESIbCTBa renatnta C.

[aHHble C pes3ynibtataMn aHann3a HeCKOJIbKUX NMalueHTOoB. OTMeTbTe Ha KapTnHKe cTonbupbl, COOTBETCTBYHOLNE

¢ OO O[O ]JO]O

Fam 35.7 256 | 36.3 24 23.9 36

35.9

26

Hex 24.8 25.7 | 262 26.8 | 21.7 25.3

34.7

254

KoMy Bbl moCTaBUTE OMarHo3 «300poB»?

c¢c O[O OO ]0OO0O

Fam 35.7 256 | 36.3 24 23.9 36

35.9

26

Hex 24.8 28.7 | 26.2 26:8 | 207 25.3

34.7

254
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

2 banna

MNonumepasHasa uenHas peakumsa (MNLP) — aTo MeToa MONeKynapHOM ANarHOCTUKIW, MO3BOMAIOLWNIA Ha paHHNX
3Tanax 3aboneBaHua BbIBAATb GparMeHTbl reHeTuyeckoro Mmatepuana (PHK) Bupyca. OH xapakTepunayeTcs
BbICOKOW YYBCTBUTENbHOCTBIO U CMELUPUYHOCTLIO U MO3BOMSIET MNOSYYUTb PE3YNbTAT B CPABHUTENIbHO KOPOTKME
cpoku. Metog MNLP B pexxuMe peanbHoro BpemeHun no3sonseT BbiaensaTs PHK BUpyca Kak KauecTBEHHO,

TaK 1 KONn4yecTBEHHO. KayeCcTBEHHOE BbISIBIEHME MrEHETUYECKOrO MaTepurasna B1upyca No3BonseT NpennonoxXnTb
npucyTCTBME BUPYCa B UcceayemMoM MaTepuane. KonndecTBeHHas e xapaktepuctuka cogepxanHunsa PHK Bupyca
B UCCnefyeMoM briomMaTepuarsne, T0 eCTb onpefeneHne BUPYyCHOM Harpy3Kku, No3BonseT oueHnBaTb aQpOeKTUBHOCTb
NpPoOBOAVMOW NPOTUBOBUPYCHONM Tepanun U NPOrHo3MpoBaTb TeyeHe 3aboneBaHns C BO3MOXHbIM Pa3BUTUEM
XPOHUYECKOro Nnpouecca N OCNOXHEHWI. [Tepel BaMK KNnacCUYecKnii pesynstaT aHanmaa Hanndmng Bupyca

y nauuneHTa. Bbl BUguTe HakonneHne npoaykTa amnnndrikauum supyca renatuta C s kaHane Fam (cuHuin).
Mokasatenb Hxe 30 cuntaeTca nonoxuTenbHbIM, Bbile 30 oTprLaTenbHbIM. B kaHane Hex (3enéHbiin) naér
aMnnnurKaLna KOHTPONbHOro pparmMeHTa (ecnm ero aHadeHne 6onbiie 30, To pesynbTaT He Bbloa&TCS,

TaK Kak cYMTaeTcs, YTo B peakumm bbi1 Kakor-To nHrmbutop). KonnyecteeHHas oLLeHKa NpoBoguTCS

no nokasatento Ct (MoporosbIi LMKN) — TOYKE Havana aKCMOHEHLMaNbHOro pocTa NpoayKTa aMnanduKaLmum.

Amplification

'mc-__ .............. i I

RFU

100__ .............. .............. / ....... ........... _

Cycles

Kak Bbl cuMTaeTe, HY>XXHO N1 NPU NOCTaHOBKE AaHHOro TecTa fobaenaTh B peakuuto MNLP gononHutenbHble

peakTnBbl? Ecnu ga, To kakune?

Het

Ha, o6paTHylo0 TpaHCKpMNTasy

Ha, renukasy

Ha, OHKa3sy

Yem Bbiwe nokasatens Ct, Tem BupycHas Harpyaka ...

BbiLle

HW)Xe

HeT 3aBucumocTtn
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12.04.2024, 12:31

[aHHble C pes3ynibtataMn aHann3a HeCKOJIbKUX NMalueHTOoB. OTMeTbTe Ha KapTnHKe cTonbupl, COOTBETCTBYHOLNE

Cupuyc.Kypcbl — OTKpbITasi OHMaiiH-wKona passuTus Tanaqta

nauneHTaM, KOTOpPbIM Bbl MOCTaBUTe ANarH03 BMPYCOHOCUTESIbCTBa renatnta C.

KoMy Bbl MOCTaBUTE OMarHo3 «300poB»?

https://lab.sirius.online/#/contests/8846/export

c | O] O] O] O OO0 O
Fam 35.3 25 244 38.7 35.7 37.2 254 36.9
Hex 27.5 27.1 259 248 35.8 25.6 247 25.5

a | O 100|010l 0]0]0
Fam 35.3 25 244 38.7 35.7 37.2 254 36.9
Hex 27.5 27.1 259 248 35.8 25.6 247 25.5
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

2 banna

YuéHble nccnepytoT BamsHue reHa T Ha ogHo MeTabonuyeckoe 3abonesaHne. OHM 06HaPYXUIWM MyTaLuto, KoTopas
HapyLlaeT paboTy AaHHOro reHa. E€ Mo)XHO yBMAETb C MOMOLLbO 06paboTky aMnAndUKaLMOoHHbIX GparMeHToB
SHOOHYKNEea30n pecTpUKLMM 1 nocnedytoLero anekTpodpopesa. [1ng oLeHKN BANAHUS AaHHON MyTauumn Bbinu
cobpaHbl ABe rpynnbl: B nepByto (ONbITHYO) rpynny cobpaHbl 60/bHbIE, a BO BTOPYHO (KOHTPOMbHYO) rpynny —
3popoBsble ntogu. [na sBcex 6bi10 nposefeHo BbigenerHne OHK, MLP, o6paboTka aHOOHYKI€a30M pecTpUKLmm

N anekTpodopeTndeckunii aHanna. PesynsrtaTbl NpeacTaBAeHbl Ha PUCYHKaX HIDKE.

MNonynaums 1 (onbiTHas).

1 2 3 4 5 6 7 8 9 10 11 12 13 14 1

th

16 17 18 19 20 21

T8 p— —

G50 = ———— e e e — . E— E— —

Monynaumns 2 (KOHTponbHasn).

1 2 3 4 5 6 7 8 9 10 11 12 13 14
775 e - - —

650 S—

-
h

OnpepennTe 4acToTy BCTPEYAEMOCTM MyTaHTHOro annensa (MMeeT CailT y3HaBaHWUA 3HO0HYKIeasbl PeCTPUKLIN)

B rpynne 1. OTBeT BBEeAWUTE B BUAE AECATUYHOM APO6U C TOYHOCTbIO 4O COTbIX.

Yucno

OnpepennTe 4acToTy BCTPEYaEMOCTM MyTaHTHOro annensa (MMeeT CallT y3HaBaHWUA 3HO0HYKIeasbl PeCTPUKLIN)

B rpynne 2. OTBeT BBEAUTE B BUAE AeCATUYHON APO6U C TOYHOCTbIO 4O COTbIX.

Yucno

HaxoouTcs N KOHTpONbHasa rpynna B paBHoBecun Xapan-BanHbepra no gaHHoOM MyTaumnm?

Oa

Het

HeBo3MO)XXHO oUeHUTb

Kak Bbl cunTaeTe, MOXeT N ObITb CBSI3aHa JaHHasn MyTauuna c 3abonesaHnem? CLIIATaIzTe, 4yTO 3¢¢eKT MyTaunmn

MOXXET NPoABNATbCA TOJIbKO B TOMO3NTOTHOM COCTOAHWNN.

Oa

Het
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

HeBo3MOXHO oUEeHUTb
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

2 banna

YuéHble viccnenytoT BnvsaHue reHa T Ha ooHo MeTabonuyeckoe 3abonesaHvie. OHM 06HaPYXKUW MyTaLMto, KoTopast
HapylwaeT paboTy AaHHOro reHa. E€ MoXXHO yBUAETbL C NOMOLLbIO 06paboTKM aMNINUKaLMOHHbBIX GparMeHToB
9HOOHYKNEea3om pecTpuKLMN 1 Nocneayowero anektpodopesa. [Ns oLeHKM BAUSHUS OaHHON MyTauumm Obinn
cobpaHbl ABe rpynnbl: B nepByto (ONbITHYO) rpynny cobpaHbl 60/bHbIE, a BO BTOPYHO (KOHTPOMbHYO) rpynny —
3popoBsble ntogu. [na sBcex 6bi10 nposefeHo BbigenerHne OHK, MLP, o6paboTka aHOOHYKI€a30M pecTpUKLmm

N aNeKTpodopeTUYECKUNn aHanna. PeaynbTaTsl NpeAcTaBaeHbl Ha pucyHkax Hke. Monynauma 1 (onbiTHas).

1 2 3 4 5 06 7 8 92 10 11 12

TTE - — — i — — —— —C—{i— — e —— S

16 17 18 19 20 21

-
h

14

1=
L")

Monynaumnsa 2 (KOHTponbHasn).

1 2 3 4 5 6 7 8 9 10 11 12 16 17 18 20 21

—
th
—
1=

14

|

|
1=
)

OnpepenunTe 4acToTy BCTPEYAEMOCTM MYTaHTHOrO annensa (MMeeT CallT y3HaBaHWUSA 3HOOHYK1easbl PECTPUKLIN)

B rpynne 1. OTBeT BBeOWTE B BMAE AECATUYHON APO6U C TOYHOCTHIO A0 COThIX.

Yucno

OnpepenunTe Y4acToTy BCTPEYAEMOCTM MYTaHTHOrO annens (MMeeT CallT y3HaBaHWUSA 3HOOHYKIeasbl PECTPUKLN)

B rpynne 2. OTBeT BBeOWTE B BMAE AECATUYHON APO6U C TOYHOCTHIO A0 COThIX.

Yucno

HaxoouTcst nn KOHTpoNbHasa rpynna B paBHoBecun Xapan-BanHbepra no gaHHoOM MyTaumnm?

Ha

Het

HeBo3MOXHO oUEeHUTb

Kak Bbl cunTaeTe, MOXeT Nu ObITb CBA3aHa AaHHasA MyTauus ¢ 3aboneBaHneM? CyntanTe, 4To apdeKT MyTaLnm

MOXXET NPoABNATbCA TOJIbKO B TOMO3NTOTHOM COCTOAHNN.

Ha

Het

HeBo3MOXHO oUEeHUTb
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2 banna

iccnepoBaTtenu BblAENAOT NPOOyKT reHa (6enok), 4Tobbl OLLEHWTb ero akTUBHOCTb. Ha pucyHKe npeacTasneHa

anekTpodoperpamma benkos B SDS-PAGE. Ha Heln ykasaH cTapT 1 GpoHT KpacuTens.

kDa M A B
@"0 +«— CrapT
R 100—
N
-
! - -
B
42— .
(L]
@
o 19-
['s]
@ | —
3 POHT __,

KpacuTens

Kakas cTopoHa rensa gomkHa bbiTe NpycoefnHeHa K aHody (3HaK ) UCTOYHMKa ToKa”?

HwxHsasa

BepxHss

O6e cTopOHbI

OnpepenvTe NPYMEPHBbIA MoNeKynapHbIi Bec 6enka A

30-50 kfa

50-70 kAa

70-90 kfa

90-100 kAa

NasecTHo, uTo 6enkn A n B cuHTesnpytotca ¢ BapumaHToB 0iHOMO reHa. Kakas MyTaums Morfa npusectu

K bOpMUpPOBaHMIO BapraHTa reHa s cuHTesa 6enka A, ecnu BapuaHT 6enka B cuntats Hopmoin?

Heneuns

MNHcepuus
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

CWHOHMMMYHanA HyKneoTngHaa 3aMeHa

HoHceHc-myTauns

MYTaLWIFI cAaBura pamMmkKum cH4nTbiBaHUA

B Tabnuiue npeacTaBneH nepeyeHb refiei 1 nx xapakTepuctukn. Npeanonoxmnm, 4yto 6enok A coctonT nuib
13 ofHOW cybbeanHnubl. Heobxogumo ounctutb 6enok A ns cmecn, cogepxalien 6enkn A n B, ncnonbays

renb-dunbTpauunto. Kakol refb nydllie BCEro NoaxXoanT A aToro?

Tun ctaunoHapHoi dasbl | Mpegensl ppakyMoHUpoBaHUS
(MW, Da)

O G-10 <700

O G-15 <1000

O G-25 1000-6000

O G-50 1500-30000

O G-75 3000-70000

O G-100 4000-150000

O G-150 5000-400000

O G-200 5000-800000
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2 banna

iccnepoBaTtenu BblAENAOT NPOOyKT reHa (6enok), 4Tobbl OLLEHWTb ero akTUBHOCTb. Ha pucyHKe npeacTasneHa

anekTpodoperpamma benkos B SDS-PAGE. Ha Heln ykasaH cTapT 1 GpoHT KpacuTens.

kDa M A B
@"0 +«— CrapT
R 100—
N
-
! - -
B
42— .
(L]
@
o 19-
['s]
@ | —
3 POHT __,

KpacuTens

Kakas cTopoHa rensa gomkHa bbiTe NpycoefnHeHa K aHody (3HaK ) UCTOYHMKa ToKa”?

HwxHsasa

BepxHss

O6e cTopOHbI

OnpenennTe NPUMepPHbIn MoNEKynapHbIl Bec 6enka B:

30-40 xfa

40-60 kAa

60-80 kOa

80-100 ka

NasecTHo, uTo 6enkn A n B cuHTesnpytotca ¢ BapumaHToB 0iHOMO reHa. Kakas MyTaums Morfa npusectu

K GOpMUPOBaHMIO BapraHTa reHa 019 cuHTe3a 6enka B, ecnu BapraHT 6enka A cuntaTb HOPMOiA?

Heneuns

MNHcepuus
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

CWHOHMMMYHanA HyKneoTngHaa 3aMeHa

HoHceHc-myTauns

BcTaBka MOB6UNIbHOIO reHeTUYEeCKOro aneMeHTa

B tabnuue npeacrasiieH nepeyeHb refiei 1 ux xapaktepuctukin. Mpeanonoxum, yto 6enok B coctont nuwb
13 ofHOW cybbeanHnubl. Heobxogumo ounctutb 6enok B ns cmecn, cogepxalen 6enkn A n B, ncnonbays

renb-dunbTpauunto. Kakol refb nydllie BCEro NoaxXoanT A aToro?

Tun ctaunoHapHoi dasbl | Mpegensl ppakyMoHUpoBaHUS
(MW, Da)

O G-10 <700

O G-15 <1000

O G-25 1000-6000

O G-50 1500-30000

O G-75 3000-70000

O G-100 4000-150000

O G-150 5000-400000

O G-200 5000-800000
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

2 6banna

Variant 1
D

Variant 2
DT »

Variant 3
i U

Variant 4

D

Marker

—_—
Product 3
=
Product 1

—
Product 4

e —
Product 2

PCR with all
four primer pairs
in a single tube

nauveHTaMm, y kotopbix HET geneuunin B nayyaemoMm reHe:

https://lab.sirius.online/#/contests/8846/export

MblweyHasa guctpodua OowenHa (MOO) sensetcs ogHUM 13 Hanbonee pacnpoCTPaHEHHbIX FEHETUYECKUX
3aboneBaHuii yenoseka, nopaxkatowmm npumepHo 1 n3 3500 HOBOPOXKAEHHbBIX MYXCKOMO nosa. TpeTb BCex HOBbIX
Cny4YaeB BO3HVKaeT B peayrnbTaTe HOBbiX MyTauumii. leH DMD, KoTopblit pacrnonoxeH Ha X-xpoMocoMe, MMeeT
ANVHY 6onee 2 MUNNNOHOB Nap OCHOBAHWIA 1 COAEPXKIT No MeHblien Mepe 70 ak3oHOB. KpynHble geneumn
cocTtaensoT okono 60 % Bcex cryyaes sabonesaHns, 1 OHW, Kak MPaBUO, COCPefOTOYEHbI BOKPYT ABYX obnacTeil
reHa. OyeHb H6onblon pa3dmep reHa DMD 3aTpygHseT aHanma myTauuii. OguH 13 6bICTPbIX MOAX0A0B, KOTOPbIN
nossonseT 06HapyxuTb okono 80 % Bcex aeneuuit, HasbiBaeTcs MynbTURNeKcHoi MLLP. OH ncnonbayeT HEeCKONbKO
nap MNUP-npaimepos gnsg amnnndukaumm pasnmyHbiXx CErMEHTOB reHa B ABYX Hanbonee pacnpoCcTpaHeHHbIX
obnactax gns geneunin. Pacnonoxue npaimepsl gns MNLP Takum o6pasoMm, 4utobbl kaxkaas napa fgaBana npoayKT

pasHoro pasdMepa, MOXHO aMNNMdULMpoBaTh 1 NpoaHann3npoBaTh BCE CErMeHTbl B ogHon peakuunun MLP.

N3yunTte cxemaTnyHyto GopMy ToI e anekTpodoperpamMmbl. OTMETbTE Ha PUCYHKE CTONOLbI, COOTBETCTBYOLWME
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

MauwnenT
HAnnHa
npoAykTa 1 2 3 4 5 6 7 8
OK30H 48 506
+ + + + +
OK30H 1 419
+ + + + + + + +
OK30H 9 321 +
+ + + + + + +
OK30H 53 212
+ + + +
3K30H 6 181 +
+ + + + + + +

[eneunsa kakoro pernoHa reHa BCTpe4yaeTcAd yauie?

Havyano reHa

KoHeL reHa

Becb reH

PaBHOMepHO No Bcemy reHy

MpeanonoXuMm, 4To XeHLyHa, HocuTenbHKLa aeneunii B akaoHax 48 1 53, BbIxoanT 3aMy> 3a 340POBOMO
MY>X4nHy. C KaKoil BEpOSTHOCTbIO X AeTu byayT 6oneTs MuoancTpodbuein [ioweHa? B oTBET 3anuwmnTe NpoLeHT

cpeau aetei o6oero nona.

Yucno

Mexay KaKMu aK30HaMu HavymHaeTcsa aeneuunsa reHa DMD y nauuvenTa 5?

48

53

https://lab.sirius.online/#/contests/8846/export
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Cupuyc.Kypcbl — OTKpbITasi OHMaiiH-wKona passuTus Tanaqta

Ne¢10

2 6banna

MblweyHasa guctpodua OowenHa (MOO) sensetcs ogHUM 13 Hanbonee pacnpoCTPaHEHHbIX FEHETUYECKUX
3aboneBaHuii yenoseka, nopaxkatowmm npumepHo 1 n3 3500 HOBOPOXKAEHHbBIX MYXCKOMO nosa. TpeTb BCex HOBbIX
Cny4YaeB BO3HVKaeT B peayrnbTaTe HOBbiX MyTauumii. leH DMD, KoTopblit pacrnonoxeH Ha X-xpoMocoMe, MMeeT
ANVHY 6onee 2 MUNNNOHOB Nap OCHOBAHWIA 1 COAEPXKIT No MeHblien Mepe 70 ak3oHOB. KpynHble geneumn
cocTtaensoT okono 60 % Bcex cryyaes sabonesaHns, 1 OHW, Kak MPaBUO, COCPefOTOYEHbI BOKPYT ABYX obnacTeil
reHa. OyeHb H6onblon pa3dmep reHa DMD 3aTpygHseT aHanma myTauuii. OguH 13 6bICTPbIX MOAX0A0B, KOTOPbIN
nossonseT 06HapyxuTb okono 80 % Bcex aeneuuit, HasbiBaeTcs MynbTURNeKcHoi MLLP. OH ncnonbayeT HEeCKONbKO
nap MNUP-npaimepos gnsg amnnndukaumm pasnmyHbiXx CErMEHTOB reHa B ABYX Hanbonee pacnpoCcTpaHeHHbIX
obnactax gns geneunin. Pacnonoxue npaimepsl gns MNLP Takum o6pasoMm, 4utobbl kaxkaas napa fgaBana npoayKT

pasHoro pasdMepa, MOXHO aMNNMdULMpoBaTh 1 NpoaHann3npoBaTh BCE CErMeHTbl B ogHon peakuunun MLP.

Variant 1
D

Variant 2
DT »

Variant 3
i U

Variant 4

D

PCR with all
four primer pairs
in a single tube

N3yunTte cxemaTnyHyto GopMy ToI e anekTpodoperpamMmbl. OTMETbTE Ha PUCYHKE CTONOLbI, COOTBETCTBYOLWME

nauveHTaMm, y kotopbix HET geneuunin B nayyaemoMm reHe:

https://lab.sirius.online/#/contests/8846/export
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Product 3

=
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—
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Product 2
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Cupuyc.Kypcbl — OTKpbITasi OHMaiiH-wKona passuTus Tanaqta

OnuHa
npoAykTa

MauneHT

3K30H 19

459

JK30H 44

426

OK30H 45

307

OK30H 13

238

OK30H 47

181

OK30H 46

148

[eneunsa kakoro pernoHa reHa BCTpe4yaeTcAd yauie?

Havyano reHa

KoHeL reHa

Becb reH

PaBHOMepHO No Bcemy reHy

MpeanonoXmnMm, 4to XeHLuHa, HocuTenbHULa aeneunii B ak3oHax 46 n 47, BbIXOgUT 3aMy> 3a 300POBOr0
MYUnHY. C KaKoi BEpOATHOCTLIO X AeTW ByayT 6oneTb Muoanctpodpuein fioweHa? B oTBeT 3anuwmnTe NpoLeHT

cpeau aetei o6oero nona.

Yucno

Mexay KakuMu aK30HaMu HadnHaeTcs aeneums reHa DMD y nauveHTta 87

13

19

44

45

46

https://lab.sirius.online/#/contests/8846/export
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47
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12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

Ne T

2 banna

TepaneBTMYECKMMU areHTaMun B 061aCTV MIMMYHHOOHKOOMI ABNAAIOTCS TaK Ha3blBaeMble UHTMOUTOPbI
KOHTPOJIbHbIX TOYEK UMMYHHOIO OTBETA U UMMYHOYEKMOUHT-UHIMBUTOPbLI. KOHTPOMbHbIMY TOYKaMUM Ha3biBatoT
MONeKyIbl, KOTOpble CNOCOBHbI BNMATL Ha Nepefavy pasnnyHbiX CUrHanNoB BHYTPW OpraHnama, ycunmeas nx

NN e, HaobopOoT, BbiKtoYas. Bo3aencTByst Ha KOHTPOSbHbIE TOYKM UMMYHHOW CUCTEMbI, MOXHO MOMbITaTbCA
0obuTbcs Toro, YTobbl UMMYHUTET paboTan Tak, Kak Mbl caMu Toro noxkenaem. [Npegnonoxunm, Bbl pa3pabaTtbiBaeTe
npenapart, KOTOPbI OO/MKEH MHIMOMPOBaTL CBA3bIBaHNE aKTUBUPYOLWMX CUTHaN0B U NPUBOANTbL K MHAKTUBaL N
T-numdounToB. Y Bac ecTb peaynbTaTbl UCMbITaHWI OBYX NMPOTOTUMNOB JIeKapCTBEHHOM GopMbl. JlekapcTso

nobasnanu B KYNbTYPY KNETOK N oueHWBasiM akKTUBHOCTb T—J'II/IMC])OLI,I/ITOB.

[ns npoBeneHns sKkcnepnMeHTa BaM HeobxoaMmMo NpUroTOBUTL PacTBOPbLI MpenapaTta B pa3nnyHbIX
KOHLEeHTpauumsx. Y Bac eCTb CTOKOBbI pacTBOp C KOHUeHTpauuel npenapata 50 mr/mn. Bam Heobxoaumo caenatb
100 mn pactBopa ¢ kKoHueHTpaumern 4 mr/mn. CKobko CTOKOBOro pacTeopa BaM Heobxoanmo B3aT? OTBeT

Bblpa3nTe B MUNJTUITNTPaX, OKPYrinTe 0O OeCATbIX.

Yumcno

Bbl npoBoauTe namMepeHmne aktmsHoctn T-nuMdoumntos (oCb 0pavHaT) NPY PadHbiX KOHLEHTPaLmax nekapcrea 1
(ock abeuumcce). Oanee oueHunsaete IC50. MonoBrHHaa MakcuMarnbHas UHIMBKpPYOLLas KOHLEHTpaLs (ICBO) —
3TO Mepa CNOCOBHOCTU BELECTBa MHIMOMpPOBaTb OnNpeaen&HHy BUONOrMYecKyo Unnm BUOXMMNYECKY QYHKUMIO.
IC50 — 70 KONMUECTBEHHbIN MOKa3aTeslb, KOTOPbIN YKa3blBAET, CKOMIbKO KOHKPETHOMO UHIMBUPYHOLLErO BellecTBa
(HanpuMep, NekapCTBEHHOMO cpeacTBa) HeobXxoanMMo Ans MHrMbupoBaHUs in vitro gaHHOro BMONOrNYEeCcKoro

npouecca nnn B1ONOrnYecKoro KomrnoHeHTa Ha 50 %

@ Dataset 1

1 10 100 1000 10000 100000 1000000

OTMeTbTe Ha rpaduke avanasoH, B kotopom nexut IC50 ons nekapcrea 2:

https://lab.sirius.online/#/contests/8846/export 20/25



12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

@ Datas=1 2

e

924

0 1000 10000 100000 1000000

1 10 10
Kakoe JIEKapCTBO KaXXeTCHd BaM Haunbonee NepcriekTMBHbIM, eCli OPNEHTNPOBATbCA TOJIbKO Ha MOoKa3aTeslb 10507

NekapcTtBo 1
INekapcTBo 2

O6a paBHOLEHHbI

https://lab.sirius.online/#/contests/8846/export 21/25
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N212

2 banna

TepaneBTMYECKMMU areHTaMun B 061aCTV MIMMYHHOOHKOOMI ABNAAIOTCS TaK Ha3blBaeMble UHTMOUTOPbI
KOHTPOJIbHbIX TOYEK UMMYHHOIO OTBETA U UMMYHOYEKMOUHT-UHIMBUTOPbLI. KOHTPOMbHbIMY TOYKaMUM Ha3biBatoT
MONeKyIbl, KOTOpble CNOCOBHbI BNMATL Ha Nepefavy pasnnyHbiX CUrHanNoB BHYTPW OpraHnama, ycunmeas nx

NN e, HaobopOoT, BbiKtoYas. Bo3aencTByst Ha KOHTPOSbHbIE TOYKM UMMYHHOW CUCTEMbI, MOXHO MOMbITaTbCA
0obuTbcs Toro, YTobbl UMMYHUTET paboTan Tak, Kak Mbl caMu Toro noxkenaem. [Npegnonoxunm, Bbl pa3pabaTtbiBaeTe
npenapart, KOTOPbI OO/MKEH MHIMOMPOBaTL CBA3bIBaHNE aKTUBUPYOLWMX CUTHaN0B U NPUBOANTbL K MHAKTUBaL N
T-numdounToB. Y Bac ecTb peaynbTaTbl UCMbITaHWI OBYX NMPOTOTUMNOB JIeKapCTBEHHOM GopMbl. JlekapcTso

nobasnanu B KYNbTYPY KNETOK N oueHWBasiM akKTUBHOCTb T—J'II/IMC])OLI,I/ITOB.

[ns npoBeneHns sKkcnepnMeHTa BaM HeobxoaMmMo NpUroTOBUTL PacTBOPbLI MpenapaTta B pa3nnyHbIX
KOHLEeHTpaumsax. Y Bac eCTb CTOKOBbI pacTBOp ¢ KoHUeHTpauuel npenapata 80 mr/mn. Bam Heobxoaumo caenatb
100 mn pactBopa ¢ kKoHueHTpaumern 4 mr/mn. CKobko CTOKOBOro pacTeopa BaM Heobxoanmo B3aT? OTBeT

Bblpa3nTe B MUNJTUITNTPaX, OKPYrinTe 0O OeCATbIX.

Yumcno

Bbl npoBoauTe namMepeHmne aktmsHoctn T-nuMdoumntos (oCb 0pavHaT) NPY PadHbiX KOHLEHTPaLmax nekapcrea 1
(ock abeuumcce). Oanee oueHunsaete IC50. MonoBrHHaa MakcuMarnbHas UHIMBKpPYOLLas KOHLEHTpaLs (ICBO) —
3TO Mepa CNOCOBHOCTU BELECTBa MHIMOMpPOBaTb OnNpeaen&HHy BUONOrMYecKyo Unnm BUOXMMNYECKY QYHKUMIO.
IC50 — 70 KONMUECTBEHHbIN MOKa3aTeslb, KOTOPbIN YKa3blBAET, CKOMIbKO KOHKPETHOMO UHIMBUPYHOLLErO BellecTBa
(HanpuMep, NekapCTBEHHOMO cpeacTBa) HeobXxoanMMo Ans MHrMbupoBaHUs in vitro gaHHOro BMONOrNYEeCcKoro

npouecca nnn B1ONOrnYecKoro KomrnoHeHTa Ha 50 %

1354 coeiiane srimhn fua 57 s bk 5 tmi Bl i by Bt S ek i G i fot o S SR R 5 4 R AR i risEas e fee e 0 Bt

1204

0.1 1 10 100 1000 10000 100000 1000000

OTMeTbTe Ha rpaduke avanasoH, B kotopom nexut IC50 ons nekapcrea 2:

https://lab.sirius.online/#/contests/8846/export 22/25



12.04.2024, 12:31 Cupuyc.Kypcbl — OTkpbITas OHManH-wKona pa3suTus TanaHTa

Dataset 2

1 R

55 ' ' :
0.1 1 10 100 1000 10000 100000 1000000

Kakoe NNIeKapCTBO KaXXeTCd BaM Hanbonee NepcrieKTMBHbIM, eClI OPNEHTNPOBATbCA TOJIbKO Ha NMOKa3aTellb IC507?

NekapcTtBo 1

JNlekapcTtBO 2

O6a paBHOLEHHbI

https://lab.sirius.online/#/contests/8846/export 23/25
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N213

2 banna

Mepen BaMu pesynbTaThl TEOPETUYECKOro Typa B HanpasneHun «leHeTnka n 6uomMeanunta» 2022 roga.

PacnpegeneHue 6annos, Ha5paHHbIX B TeCTUpOBaHUK

35
30

25

33
32
2
20
15
15 14
13
10
8
7
5
3 3
: - : - :
. R ] ]
13 12 11 10 = H 7 6 5 4 2 1

OTKpbITb N306pakeHne B HOBOW BKNafKe

Haingute cpegHuin 6ann, nonyyeHHbln yyawmmmcs. OTBeT oKpyrnnTe 40 COTbIX.

Yucno

HaigunTe gucnepcuio nokasartens no gaHHon Boibopke. OTBET OKpyrnvTe 40 COTbIX.

Yucno

Kak Bbl CHnTaeTe, pacnpenerieHne rnpn3Haka CooTBeTCTBYET HOpMaJ'IbHOMY?

() Her

O HepocTtaTouHo AaHHbIX

Mo npaBunam KoHKypca B drHanbHbIn aTan MoryT npoiit He 6onee 100 uenosek. CkonbKo 6bINO Y4aCTHUKOB
Ha ¢rHanbHoM atane 2022 ropga? CunTaliTe, 4To Ha GVHAN NpUrNawWwatoT BCeX YY4acTHVKOB, HabpaBlwux

ofuHaKoBbl 6ann. OTBeT BBeAUTE B BUAE LLENOro ymcna.

Yucno

https://lab.sirius.online/#/contests/8846/export 24/25


https://lab.sirius.online/smt-portal/content/_image/aac5211a6912078df94cb1627d246cc006c67601

12.04.2024, 12:31

Cupuyc.Kypcbl — OTKpbITas OHMalH-LIKOMa passuTUS TanaHTa

Ne¢14

2 banna

Mepen BaMu pesynbTaThl TEOPETUYECKOro Typa B HanpasneHun «leHeTnka n 6uomMeanunta» 2022 roga.

PECI'IPEJZLEJ'IEHME 6annos, HaﬁpaHHbIX B TECTUpPOBaHUU
35

32
31
30
25
22
21
20
15
12
10
10
8 8
5
3 3

1 b H e
., 1l 1 1

13 12 n 10 9 8 7 6 4 3 2 1

OTKpbITb N306pakeHne B HOBOW BKNafKe

Haingute cpegHuin 6ann, nonyyeHHbln yyawmmmcs. OTBeT oKpyrnnTe 40 COTbIX.

Yucno

HaigunTe gucnepcuio nokasartens no gaHHon Boibopke. OTBET OKpyrnvTe 40 COTbIX.

Yucno

Kak Bbl CHnTaeTe, pacnpenerieHne rnpn3Haka CooTBeTCTBYET HOpMaJ'IbHOMY?

(:) Het

O HepocTtaTouHo AaHHbIX

Mo npaBunam KoHKypca B drHanbHbIn aTan MoryT npoiit He 6onee 100 uenosek. CkonbKo 6bINO Y4aCTHUKOB
Ha ¢drHanbHoM atane 2022 roga? CunTalite, 4To Ha GUHAaN NpuUrnawatoT MaKCcMarnbHO AOMYCTVMOe KONNYecTBo

Y4aCTHNKOB.

Yucno

https://lab.sirius.online/#/contests/8846/export
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