IVD

lNMpunoxeHue

K MIHCTPYKLMKN NO NpUMeEHeHuto Habopa peareHToB Ans AeTekuum
reHeTU4YeCKMUX NoNMMopdnU3MOB METOAOM NMMPOCEKBEHNPOBAHMS C

NnpMMeHeHNneM CUCTeMbl reHeTUYEeCKOro aHanusa cepun PyroMark

«AMnnnCenc® MupockpuH»

«QUABET-2[0-ckpuH»

[Mpodusb reHeTUYECKOro nccriegoBaHnA

«CaxapHbin guabeT 2 TMna, AONONHUTENbHbLIN NPO(PUNb»



Komnnekr peareHtoB «OWUABET-2[-CKpuUH» —  KOMMJEKT
peareHToB Angd aMI'IJ'IVICbVIKaLI,VIVI N NUpOCeKBEHNpoOBaAHNA —
BKJ1KOYaeT.
Peakmue OnucaHue el O6rem, Kon-eo
(nonumopghusm) M
i i i lMpospayHaga CDKAL1
MUP-cmecb-1 CO2-5 BecLBETHAs KUAKOCTD (A>G) 0,275 |1 npobupka
i i i Mpo3payHas CDKN2A/2B
MUP-cmecb-1 CO2-6 BecLBETHAs KUAKOCTD (T>C) 0,275 |1 npobupka
i i i lMpospayHasd HHEX
NuP-cmeck-1 CA2-7 BecLBETHAs KUAKOCTD (G>A) 0,275 |1 npobupka
i i i lMpospayHasd IGF2BP2
MLUP-cmecb-1 CO2-8 BeCLBETHAS KUKOCTS (G>T) 0,275 |1 npobupka
lMpospayHasd SLC30A8
MUP-cmeck-1 CA2-9 6ecupeTHas xumakocTb | (R325W C>T) 0,275 |1 npobupka
MpospayHas
Monumepasa (TagF) BecLBETHAS KUAKOCTS - 0,03 |5 npobupok
i Mpo3payHas XnakocTb B
2,5x NMUP-6ydep blue CUHero LgeTa 0,6 |5 npobupok
MuvHepanbHoe macno | becuBeTHas Bsa3kas B 40 |2 dnakona
ana NnupP XXNOKOCTb
Mpanmep Ans lMpospayHasd CDKAL1
CeKBEeHMpOBaHUs BeCLBETHAS KUKOCTS (A>G) 0,33 |5 npobupok
Cch2-5-S
Mpanmep Ans MpospauHas CDKN2A/2B
CeKBeHUpOBaHUA GecLBETHAS KUOKOCTb (T>C) 0,33 |5 npobupok
Ch2-6-S
Mpanmep ans
CEeKBEeHMpPOBaHUS 25:3563::::>KM KOCTE '{Ig>i>; 0,33 |5 npobupok
CO2-7-S 4 A
Mpanmep ansa Mpo3payHas
IGF2BP2
CeKBeHUpOBaHuUA OecuBeTHas XXNOKOCTb (G>T) 0,33 |5 npobupok
Cch2-8-S
Mpanmep ansa lMpospayHasa SLC30A8
CeKBEHMpPOBaHUS OecuBeTHas XMAOKOCTb 0,33 |5 npobupok
CO2-9-S (R325W C>T)

KoMnnekT peareHTOB paccymtaH Ha npoBedeHne 55 peakumnu
NMPOCEKBEHNPOBAHUSA AONA KaXOoro Uccnegyemoro reHeTU4eckoro

JIOKyCa.
K KOMIMJIEKTY peareHToB rnpujiaraetcqd CJ'Ie,IZI,yPOU.I,I/IVI peareHT.
Peakmuse OnucaHue O6BLemM, mn Kon-eo
OKO Mpo3payHas 6ecuBeTHas 1.2 1 npoBupka
XXUOKOCTb
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AHanusupyembie nonMMopgPuUsMbI

Monu- lNMocnedoeamens- Bapuahmes
Jlokyc Mpodykm rs Hocmb Onsi AHanus p
mopghusm 2eHomuna
aHanusa
LnknuH- AA
CDKAL1 | 3aBucumas A>G rs7756992 CITAAAACTAAAA oGpaTHbIN AG
TACAGG
KnHasa GG
UHrmbutopsl B
CDKN2A/2B| WINWH- | oc | rs10811661 | AVCCAMACTAM | oramibin | TC
3aB1CUMON GCTGG cC
KMHa3bl
dakTop GG
HHEX TpaHCKpUn- G>A rs1111875 | TCT/ICAGAGGAAA | obpaTHbli GA
Lurn AA
Perynatop GG
IGF2BP2 | poctoBoro G>T rs4402960 | CTTC/AAATCTACT | obpaTHbIi GT
dakTopa TT
TpaHcnop- CcC
SLC30A8 | Tepnoros | R322W | g13066634 | CC/TCGGGACAGC | oo CT
C>T CA
LMHKa TT
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CxeMbl oXXngaembix pe3yribTaToB
Jlokyc: CDKAL1, nonumopdpusm A>G
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JTokyc: CDKN2A/2B, nonumopdusm T>C
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Jlokyc: HHEX, nonumopdgwuam G>A
'CcC ‘1
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JTokyc: IGF2BP2, nonimmopdunam G>T
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JTokyc: SLC30A8, nonimmopdumnam R325W C>T
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NMpumepbl pesynbTaTtoB
Jlokyc: CDKAL1, nonumopdpusm A>G

B1: C/ TAAAACTAAAATACAGG
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JTokyc: CDKN2A/2B, nonumopdgunam C>T

C1: A/ GGAAAACTAAAGCTGG
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JTokyc: IGF2BP2, nonimmopdunam G>T
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JTokyc: SLC30AS8, nonmmopdunam R325W C>T
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