Mpotokon ot 26.04.2019 o6cyxaeHns gobaBneHMN/MCNPaBNeHNA K PYKOBOACTEY N0 UHTERNPETALMY AaHHbIX,
NonyvyeHHbIX METOAaMW MaCcCOBOro napannenbHoro cekseHmposanus (MPS) (Bepcus 2)

1. Heobxoguma paspaboTka yHuBepcanbHOM naeHTndmrkaumm obpasuoB Ans ynpoLleHns CBEPKM
pes3ynbTaTtoB pa3Hblx Nabopatopuii n o6ecnevyeHnss TOHHOCTU MONEKYNAPHO-FEHETUYECKOM
ANArHOCTUKMN.

a. [Npobnema: 3k30M 1 reHoM 0BbI4HO AenarTCa OAMH pa3 B KU3HU U Ype3BblHaNHO
OTBETCTBEHHbI. Y NauMeHTa 1 Bpaya HeT NpoCToro, AeLLeBOro 1 yHnBepcarnbHOro cnocoba
HEe3aBMCUMO NOATBEPAMUTb, YTO NpK 3TOM He Gbin nepenyTaH obpaseL.

b. TMpegnoxeHune: cdoopmmpoBaTb KOHCEHCYCHbIM Habop SNP ans ngeHtudukaumm gaHHbIX
CEKBEHMPOBAHUA reHOMa, 3K30Ma M OCHOBHBbIX KPYMHbIX FEHHbIX NaHenen. [eHoTUNbI Mo Taknm
SNP moxHo 6yaeT nerko conoctaBnsTb B JaHHbIX U Y NaLMeHTa no pesynsrataMm NpocToro
G1onHOpMaTUYECKOro aHanm3a u He3aBMCUMOro UCcneaoBaHnsa HoBoro Guoobpasua.
Konnyecteo SNP noanexut obcyXaeHuto ¢ y4eToM BO3MOXHOCTM 3aKa3a Hegopororo Habopa
peareHTtoB (MLPA/TLIP-PB etc.) n yucna koMbrMHauun reHoTunos.

c. Kputepuun gns sbibopa SNP:

i.  Bblcokue yacTtoTbl (MAF ~0.4-0.6) Bo Bcex nonynsaumax npoekrta "1000 reHomoB" n ap.
ii. pacnonoxeHue B 3K30HAX reHOB, KOTOPbIE XOPOLLO YUTaKTCH B BONbLUMHCTBE CriyYyaes
iii. paBHOMepHOE pacrnpeaeneHne no XpoMocomam

d. [pyrve acnekTtbl: BO3MOXXHOCTb CO3[laHUsA BUPTyanbHOW NaHenu (y4mTbiBas yBenm4ymsatoLLeecs
pacnpocTpaHeHne 3K30MOB U FEHOMOB), KOTOPYH MOXXHO MCMNONb30BaTh, BblbMpas
COOTBETCTBYIOLME MapKepbl N3 MPOCEKBEHNPOBAHHbLIX 0briacTen, He UCMonb3ys U3NYECKN
pobasnsaembli Nyn npanmepoB

2. [o6aButb B NpumMepbl MHHPOPMUPOBAHHbLIX COrflacuin pekoMeHAaLmmn no npeaynpexaeHnio ceMbmn o
BO3MOXHOW HEOBXOANMOCTU BbINOMHEHUS aHanmM3a TPMo ANd NoATBEPXKAEHUSA NAaTOreHHOCTH
HadeHHbIX BApMaHTOB, YTO BO3MOXHO TOMbKO Mpu Buonornyeckom poactee obounx poautenen
npobaHga. B cnyyae cnyyanHoro obHapyxXeHus, 4YTo poauten(m) He SBNATCA Buonornyecknmm
BbINOMHEHME aHann3a HeBO3MOXHO. B aTom crniyyae bopmMynunpoBka B 3akntodeHunn byaer ... (kak
BapuaHT - “uHTepnpetaums pesynsratoB aHanmsa TP1o HEBO3MOXHA MO TEXHUYECKMM Mpu4mMHam”), 4To
He aBnaeTcsa owunbkon nabopaTopmm U OMKHO BbITb OMMayYeHo B COOTBETCTBUMN CO CTaHOAPTHON
LieHOV Npw BbINOMHEHUN aHanu3a Tpuo.

3. [Npun npoBeaeHMn pyHKUMOHANLHOIO aHanuaa, NoATBepPXAatoLLero BiMsH1e BapuaHTa Ha
TPAHCKPUMNLMIO PEKOMEHAYETCA AOMOMHUTENBHO NCMNOoNb3oBaTh Kputepun PS3, a He PVS1

4. [ononHuTb obpa3sel 3aKknioveHns pasgenom, npegynpexgarowmnm o orpaHmyeHnsax n TpeboBaHmsx K
NOATBEPXKAEHMIO NATOreHHOCTM BapMaHTOB NpW NpeHaTanbHOW AnarHoctuke. Heobxoammo otaensHo
NOAYEPKHYTb, YTO NpeHaTanbHas AMarHocTuka He MOXeT BblTb MPUMEHEHa Mo XenaHuo NnauneHTa,
ecnv NoOMUMO 3akntoyeHns nabopaTopum o pesynsTatax CEKBEHMPOBaHUA HET HanpaBneHus OT Bpaya
C pekomeHaaumen NpoBOAUTL NpeHaTarnbHy0 ANarHOCTUKY Ha KOHKPETHbIE reHETUYEeCKMe BapuaHThl.
Ba)xHO OTMETUTb, YTO AN1A NOMyYeHNa TakoW pekoMeHaaunmn MoxeT 6biTb HeobxoaMmo
AOMOSHUTENbHOE BpeMs AN NOATBEPXAEHUS KIMHUYECKON 3HAYMMOCTH BbISIBNIEHHbLIX BAPUAHTOB, YTO
crnegyeT yy4nTbiBaTb NpU NNaHUPOBaHUM CEMbM.
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