JoMallHee 3apaHMe No MOTMBaM CcCeMuHapa

KaxxpoMy n3 Bac BblgaH ¢pann, cogep kallimim HeKOToOpoe KOIMYEeCTBO reHoB, 0OHapYy>KeHHbIX
y naymeHTa c gnarHo3oM CI'XC (ceMenHasa runepxonectepmHemMma).

bapxaTtoB Oayapg Var1

Bexxko Meb Var4d

Benosépos NMnaToH Var7

BorpaHoB JaHunna Var10
Boroesa Banepua Var13
Byranpan Ham3abipa Var2

BacuneHko Anekcen Var16
MuaynnuH AnekcaHap Var19
ek Japba Var22
HeMeHeBa YnbAaHa Var25
3tobuHa Ennszaseta Var8

KapumoBa KapuHa Var28
Kucnes Tumyp Var31
Kucenes MatBen Var34
KneweHko Mapua Var11
KosaneHko KceHus Var20
KoauH MBaH Var26
KopHoyxoBa AHacTacusa Var29
KopobuubiH AkoB Var3

KypkunHa EkaTtepuHa Var35
NndepeHko AHacTacua Var17
NuacknHa VpuHa Var23
Megnsenes Kupunn Var14
Mupakosa KpuctunHa Var27
Mwuneniko MeTp Var37
MwupoHeHko KOnua Var5

MyszaneBckas FOnua Var21
HuknwunHa Ennsaeeta Var40
MapapaH MeTtpoc Var42
lNenenaesa EkaTepunHa Var15
Mnewxko Ennzaeeta Var24
PomaHoBa AnekcaHapa Var39
CenundoHos Nropb Varé

CrtenaHoBa CodbA Vard1
CyBopoBa AnekcaHgpa Var12
TuMowikoBa AnekcaHapa Var32
TymbuHckum PomaH Var43
TiokaeB ApTEM Var18
Ypasos [leHunc Var30
LWaxosa Japbs Var33
LLy6uHa AHacTtacus Var38
Wynuy Ennzaeeta Var36
AcTtpeboa [apbs Var9
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Bocnonb3yntecb BoO3MoXXHocTAMK cepBuca VEP
(https://www.ensembl.org/Homo_sapiens/Tools/VEP) n npoaHHoTupymnTe BaLl dann c
BapuaHTaMu.

[na Balwlero yno6cTBa MOXeTe COXpaHUTb pe3ynbTaT aHHOoTauumM AnAa AanbHenLero
aHanusa.

Mo ntory gomMallHero 3agaHna BaM HE0H6X0AMMO cO34aTb OTUET, coAep KaLl A pe3ynbTaThbl
BalLLUX UCCNneaoBaHUI, a Tak>Ke Bally MHTepnpeTauuto 1 o6cy>KaeHne Nony4YeHHbIX
pe3ynbTaToB.

Otuet co3paBanTe B cBO60AHOM POpPMe, HO CTapanTeChb He NPEBbLILLATL 5 CTpaHuL.

MmMenTe B BMAY, UTO B MHOIMX 6a3ax faHHbIX eCTb yA0OHble Tabnuubl N nnarcTpaumm,
KOTOpble yKpacwunm 6bl Ball oT4eT 1 Mornu 6bl caenatb ero 6os1ee HarnALHbIM U MOHATHBIM,
He npeHebperanTe aTUM.

He 3abbiBaliTe yka3biBaTb BCE UICTOUHUKWN, KOTOPbIE Bbl/TIN MCMONb30BaHbI NPU NOAFOTOBKE
oTyerTa.

HasoBuTte Bawl ¢pann: Pamumnuma_lMma_MeareHomuka_@®BB_2025.pdf (1 Tonbko Tak,
noxanyncra!).

®dainn c oTYETOM BbILLINTE MMCbMOM Ha 06e nouyTbl NnpenonaeaTenen:
ramensky@gmail.com, azharikova89@gmail.com

Ykaxkute TeMy nucbma: MegreHoMmuka_®PBEB_2025 (1 Tonbko Tak, noxxanymncra!)

JTto6bie Bonpochkl A0 AoMallHeMy 3a4aHuto 3agaBante AHacTacum Y)KapnkoBoii.


mailto:ramensky@gmail.com
mailto:azharikova89@gmail.com

Hwuxe npmeeneH pAag nyHKToB 1 BOMpoCcoB, OTBETbl U KOMMEHTapun, K KOTOPbIM
HeobXxoANMO BK/IHOUNTbL B OTHET:

1) KpaTko onuniiunTte 3aboneBaHme, KOTOPbIM CTpaaaeT Ball NauMeHT (BOCMONb3YNTECH
6a3on gaHHbix OMIM n/unu gpyruMm NCToUuHUKaMM).

2) Ykaxkute ID 3abonepaHua B OMIM n tun HacnegoBaHusa 3aboneBaHus.
NMpOKOMMEHTNPYNTE BapuaHTbl 3TOro 3aboneBaHus.

3) KakoBa pacnpocTpaHeHHOCTb 3a60n1eBaHnA (YTOUHMUTE, O KaKOW Monynsaumnm NaeT peyb)

4) OnnLwunTe KONMYECTBO BapMaHTOB B BalleM daiinie n pedynbtaT aHHOTaLUMM C MOMOLLLbIO
VEP.

5) B kakoe Konin4ecTBO reHoB nonanauv Balluu BapuaHTbl?
6) CKONbKO HOBbIX BapnaHTOB 6bls10 06Hapy>KeHO?
7) NMpOKOMMEHTUPYINTE pacrnpeneneHme Balnx BapnaHToB no knaccam nona IMPACT

8) Bbigenute noteHumanbHo 601€3HETBOPHbIE BapnaHTbl, MPUBEAUTE UX CTaTUCTUKY.
OnuwnTe KpUTEPUM, KOTOPbIE Bbl MICMONb30BANKU ANA MPUOPUTU3ALLINM BAPUAHTOB.

9) EcTb N1 cpenm BalLumx BapmaHTOB TOT (Te), KOoTopbIK(ble) Mor(nun) 6bl CNY>KNMTb MPUYMHOMN
BblLLeonucaHHoro ¢eHoTMna Bawlero naymeHTa? Ha ocHoBaHWM Yero Bbl 3TO peLnin?

10) BbibepuTe reH, coaep>xaLlmin noTeHUManbHO 601e3HETBOPHbIN(bIE) BapuaHT(bl), €Cnn
Bbl 3aTpyAHAETECH C BbIBOPOM Takoro reHa — Bbibepute ntobon. Onumnte TpaHCKPUNTLI B
BbIGpaHHOM BaMU reHe (CTPyKTypa, KONMYeCcTBO).

11) KpaTtkoe onucaHue n GpyHKUnmM 6enka, 3aKkogmMpoBaHHOIO BbiLLEYNOMAHYTbIM FEHOM.

12) Ha ocHoBaHuMmM 6a3bl OMIM onuiimnTe MonekynapHbI MeEXaHW3M nNaTtoreHe3a Hallero
3aboneBaHus, B TOM YncC/e ponb BbIBPaHHOIo reHa Nnpy BO3MOXHOCTMU.

13) na reHa, BbibpaHHOro B nyHkTe 10, NpOKOMMEHTUPYNTE Hann4ume 601e3HETBOPHbIX
BapMaHTOB, BOCMNO/b30BaBLUMNCE MHPOpMaumnen ns gnomAD.

14) BoibepuTe BapmaHT U3 NyHKTa 9, Npu OTCyTCTBUKM — Ntoboi BapmaHT ¢ nmnaktom HIGH,
npwv oTCYTCTBUM — Nto6on BapmaHT. OnuwinTe 3T0T BapuaHT, UCNO/b3YyH MHGOPMaLMIo 13
6a3bl gaHHbIX gnomAD. O6paTtnTe BHMMaHME Ha YacToThbl, MOTEHLMANbHYHO
601e3HeTBOPHOCTb U Np.



