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Ha6op peareHTOB AnA onpeaeneHnsi reHeTU4ecCKnx nonmmopdpsmMos,
accouMMpoBaHHbIX C HapywWweHUsiMuM o6MeHa BellecTB, METOAOM NMOJIMMepa3HON
LenHoOW peaKuuu

FeHeTnka Metabonunsma

KoMneKT peareHTOB AJi1A onpeaesieHUusl reHeTUYeCcKux noJiImmMop¢pusmMoB,
accoLMMPOBAHHbIX C HapyweHusaMu ¢ponaTHoro uuknaa, merogom MLP B pexkume
peanbHOro BpeMeHu

FeHeTnka Metabonunsma ®onaros

KoMneKT peareHTOB AJi1A onpeaesieHUus reHeTUYeCcKUxX noJimMop@pusMoB,
acCcoLMMUPOBAHHbIX C HapyLWeHUssMU o6MeHa NnakTo3bl, MeToaoM MLP B pexxume
peanbHOro BpeMeHu

NeHeTnka Meta6onunsma JlaktTo3bl

HasHaueHue:

Habop peareHToB T[eHeTMka MeTabonusma npeaHasHayeH ANs  ONpPeAeneHusl reHeTUYecKUX MnonuMophusMos,
aCCOLMMPOBAHHBIX C  HapylleHWsMU oBMeHa BelWecTB, YTO MO3BOMSIET OUEHWTb CTerMeHb eHeTUYEeCcKOoMn
NpeapacnonoXeHHOCTU K Pas3BUTUIO 3a601€BaHUi, CBA3aHHbLIX C METABOMYECKUMIU PAcCTPOMCTBaMM.

Habop BbinyckaeTcs B cneaytowmx hopMax KoMMaeKTaumm:

o KomnnekT peareHToB leHeTvka MeTabonuama ®onatos, NpefHasHaYeHHbIA ANs OfpefeneHust reHeTUYecKux
nonMMopd13MOB, acCOLMUPOBAHHbBIX C HAapyLUeHusMKU HOoNaTHOro LUuKna;

. KomnnekT peareHToB MeHeTuka MeTabonu3ama JlakTo3bl, NpeAaHasHaYeHHbI AN OonpefeneHns reHeTU4ecKux
nonMMopun3MoB, acCOLMMPOBAHHbIX C HapyLUeHNsIMM o6MeHa N1aKTo3bl.

MerTona:

MonuMepasHas LenHas peakuus ¢ AeTeKUnel pe3ynbTaToB B peXuMe peanbHOro BpeMeHW; aHanns KpuBbIX NaaBieHns.
Martepuan ansa nccnepoBaHua:

Mepudepuryeckas KpoBb.

Bbiaenenune AHK:

PeKkoMeHAYTCS KOMMNeKTbl peareHToB Ans Bbiaenenuns AHK MPOBA-IC-TEHETUKA n MPOBA-PANWA-FEHETUKA (OO0
«HMNO AHK-TexHonoruns»).

Oco6eHHOCTH Habopa:

OpHoBpeMeHHas JeTeKkuust — B OAHOW npobupke onpeaensioTcs JABa anfeflbHbIX BapWaHTa reHeTU4ecKoro
nonumopdusma.

NMpu6opHoe obecneueHune:

AMnnudukaTopbl geTekTupytowmne (000 «HMO AHK-Texwonorus») AT-322, OTnaaint', OTnpasim®> v OT-96; Bepcus
nporpamMMHOro obecnedeHns He Huxe 7.3.3.0, pekomMeHayemas Bepcus 7.3.4.0.3

BHuMMaHue! BO3MOXHOCTb WCMNONb30BaHUA APYrMx amnavdukaTopoB Heo6X0AMMO YTOYHWTL Yy nNpeacTaBuTens
KOMMNaHun.

Konunuectso onpepeneHuii:
48

1 - Tonbko Mogenw 4S1; 4S2; 5S1; 5S2; 6S1; 6S2

2 - Tonbko Mogenu 4M1; 4M3; 4M6; 5M1; 5M3; 5M6; 6M1; 6M3; 6M6

3 - no Mepe 06HOB/EHWS MPOrpaMMHOro obecredyeHust pekoMeHayeMmast Bepcus MO MOXKeT U3MeHUTbCA. MocneaHoo
pekoMeHayeMyto Bepcuio MO MOXHO ckayaTb Ha caiiTe koMnaHun «AHK-TexHonorus»:
http://www.dna-technology.ru/support/
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CocraB Ha6opa

Peaktns | Konunyectso
Komnnekr FeHeTuka Meta6onnsma ®onartos
Cmecun ans amnandukaumum:
1. MTHFR: 677 C>T (Ala222Val) 960 mMkn 1 npobupka
2. MTHFR: 1298 A>C (Glu429Ala) 960 Mkn 1 npobupka
3. MTR: 2756 A>G (Asp919Gly) 960 Mkn 1 npobupka
4, MTRR: 66 A>G (lle22Met) 960 mMkn 1 npobupka
. NuP-6ydep 960 Mkn 2 npobupku
. Taq-AT nonumepasa 96 mMkn 1 npobupka
. MuHepanbHoe Macno 3,84 mn 1 dnakoH
Komnnekr FeHeTuka Meta6onnsma J1akTo3bl
Cmecn ans amnandukaumum:
1. MCM6: -13910 T>C 960 mMkn 1 npobupka
2. MCM6: -22018 T>C 960 mMkn 1 npobupka
. NuP-6ydep 480 mMkn 2 npobupku
. Taq-AT nonumepasa 48 mMkn 1 npobupka
. MuHepanbHoe Macno 960 mMkn 2 npobupku
KaHanbi AeTeKUuUnN assiesibHbiX BapuaHTOB
HazBaHue cmecu gns Fam Hex Rox cys
amnandpukaumm
Komnnekrt FeHeTuka Meta6onnsma ®onartos
MTHFR: 677 C>T (Ala222Val) C T - -
MTHFR: 1298 A>C (Glu429Ala) A C - -
MTR: 2756 A>G (Asp919Gly) A G - -
MTRR: 66 A>G (lle22Met) A G - -
Komnnekrt FeHeTuka Meta6onnsma Jlaktosbl
MCM6: -13910 T>C C T - -
MCM6: -22018 T>C C T - -

UHCTpYyKLUMSA NO NPUMEHEHUIO
MoaroroBka n npoeeaeHue nonuMepaaHoﬁ uenuoﬁ peakuuu

BHumaHue! Konuuectso aHanusupyemoint AHK pfomkHO 6biTb He MeHee 1,0 Hr Ha amMnAMdUKaALMOHHYHO
npobupky. Mpu ncnonb3oBaHuM MeHbliero konuyectsa [HK npousBoauTenb He rapaHTUpPYeT KOPPEeKTHYI
paboTy komnnekTta. [Nns oueHKM KonuyecTBa BblAeneHHon [HK pekomeHAyeTcs MCNonb3oBaTb KOMMIEKT
peareHToB ans MUP-amnnndukaumm reHomHoit AHK 4yenoseka B pexuMme peanbHoro BpemeHn (KBM) (OO0
«HMO AHK-TexHonorus»).

MNpomapkupyiiTe Ans KaxAoro onpefensieMoro nonuMopdusaMa HeobXoAMMOe KONMYECTBO MNpPO6UPOK ANns
amnnudukauun obvémom 0,2 Mn (N0 OAHOM ANA KaXxAoro uccnegyemoro obpasua M OTpULATENLHOrO
KOHTPOJIbHOro obpa3sua «K-»).

BCTpsiXHUTE NPOBUPKM CO CMEChbio ANns aMnnudukauum B TeueHne 3-5 cek u LUeHTpudyrupyite B TeueHne 1-3
ceK Ha MUKpoLeHTpudyre/BopTekce.

[Job6aBbTe B nMpoMapkuMpoBaHHble Mpobupkyn no 20 MKA COOTBETCTBYHOLEN cMecu Ans amnaudwukauuun (ansa
Kaxzoro nonnMopdusmMa oTAeNbHbIM HaKOHEYHWNKOM).

BcTpsaxHute npobupku c MNLP-6ydepom n Taq-AT nonuMmepasoit B TeyeHue 3-5 cek M LeHTpudyrupyite B
TeyeHue 1-3 cek Ha MUKpoLeHTpudyre/BopTeKkce.

BHumaHue! Tag-AT nonumepasy HeobxoAuMMO foOCTaBaTb M3 MOPO3WILHOW KaMepbl HEMOCPeACTBEHHO nepes
NCnonb3oBaHUEM.

MpurotoBbTe cMechk MUP-6ydepa c Taq-AT nonumepasoi. CMelwaliTe B oTAeNbHOW Npobupke:
. 10 x (N+1) mkn NUP-6ydepa,

. 0,5 x (N+1) mkn Taq-AT nonumepassbl,

rae N — KonmyecTso NPOMapKUMpPOBaHHbIX NPOBUPOK € YUETOM «K-» .



1.6. BcTpsaxHuTe npobupky B TeyeHMe 3-5 cek UM uUeHTpudyrupyinte B TedeHne 1-3 cek Ha
MUKpoLEeHTpudyre/BopTekce.
BHumaHue! Cmecb MLP-6ydepa u Taq-AT nonumepasbl Heob6X0AMMO rOTOBWUTb HEMOCPEeACTBEHHO nepen
MCMob30BaHNEM, CMeCb Oo/KHa 6biTb UCMONb30BaHa B TeYeHWe ABYX YacoB Mocie NpUroTOBEHUS .

1.7. [obaBbTe B Kaxayto npobupky co cMmecbio Ans amnaudukaumm no 10 mkn cmecn MLUP-6ydepa n Taq-AT
nonvmepassbl.

1.8. [obaebTe B Kaxayl npobupky no 1 kanne (okono 20 MKA) MWHEpanbHOro Macna. 3akpoWTe KpbILWKK
npo6upok.

MNMpumMeuaHue. [ns NpefoTBPaLLEHUs KOHTaMUHAUMU cneayeT nepes BHeceHueM [HK OTKpbIBaTb KPbILIKY
TOMbKO TeX NPo6MpPOK, B KOTOpble 6yAeT BHOCUTLCS AaHHbIi o6paseu, W 3aKkpbiBaTb UX Mepes BHECEHUEM
cneaytowero. O6pasLbl CrieayeT BHOCUTb HAKOHEUHUKAMU C a3po30JibHbIM 6apbepoM.

1.9. BHecuTe B COOTBETCTBYIOLWME Npo6MPKM AN nccneayemblx obpasuos no 5,0 MkA BblAeneHHoro m3s obpasuos
npenapata AHK.

1.10. BHecuTe B npobupku, MapkupoBaHHble «K-», no 5,0 MkA oTpuuUaTenbHOro KOHTpPOnbHOro obpasua,
npowealero stan sblaeneHna AHK.

1.11. LleHTpudyrupyite npobupkn Ha MUKpOLIEHTPUdyre/BopTekce B TedeHne 1-3 cek.

1.12. YcTaHoBUTe BCe Npobupku B 610K amnnudukaTopa AeTEKTUPYIOLWEro.

1.13. 3anyctute nporpaMMHoe obecnedveHne RealTime_PCR B pexwume «Pabota ¢ npubopom». [pu nepsoi
noctaHoBKe 3arpysute ini dain ¢ COOTBETCTBYIOWMM Ha3BaHMeM. Mpu nocneayowmnx nocraHoBkax AobasbTe B
NpOTOKO/ COOTBETCTBYIOLUME TeCTbl WM WCMOMb3ylWTe MHOIOTECTOBbIN PEXWUM, YKaXuTe KONIUYecTBO W
naeHTUdUKaTopbl 06pasLoB, B TOM YMcie oTpuLaTesbHbIX KOHTPO/bHbIX 06pa3LoB, OTMETbTE pacnofioXeHue
npobupok Ha MaTpuue TepMobnoka B COOTBETCTBUM C UX yCTaHOBKOW (cM. n. 1.12) u nposeaute MLP.

MpuMeuaHune. Tun npobupkn ANs OTpULATENbHbIX KOHTPOMbHbLIX 06pasLoB crefyeT yKasblBaTb Kak
«O6paseL».

2. Perncrpaumsa n yuért pesynbratos MLP npoBoauTCs aBTOMaTUYeCKU MpOrpamMmHbiM obecrnedeHneMm ans
aMnAnbUKaTopoB AETEKTUPYHIOLLMX.

YcnoBua xpaHeHus

Cmecn ans amnnudukauum, MNLUP-6ydep M MuHepanbHoe Macno ciesyeT XpaHuTb npu TemnepaTtype 2-8°C B
TeuyeHune BCero cpoka rogHocTu.

Taq-AT nonuMmepasy cneayeT XpaHuTb npu TemnepaTtype MuHyc 20°C B Te4eHne BCero cpoka rogHocTu.
Cpok rogHocTn Habopa — 6 MecsiLeB C AaTbl U3rOTOBNEHUS.

Mo Bonpocam, KacatwLmmcs KayecTBa Habopa peareHToB ans onpeaeneHuns reHeTnyecKmx
nonMMopun3MOB,acCoLIMMPOBaHHbIX C HapylleHusMu obMeHa BeLlecTB, MeTOAOM MNONMMEepasHoN LenHOW peakuuu
(FeHeTnka MeTabonusma), cneayet obpailaTbcs K opuLManbHOMy NpeAcTaBUTENtO NPOM3BOAUTENS MO aapecy:

117587, Mocksa, Baplasckoe wocce, A.125x, k.6, 11 aTax

Ten./dakc +7 (495) 980-45-55

E-mail: help@dna-technology.ru

www.dna-technology.ru

AHKeTa ANns ocylecTBneHus obpaTHON CBA3M HaxoAMTCs Ha caiTe komnaHuwm «[OHK-TexHonorusa»: http://www.dna-
technology.ru/support/

Mpunoxxexnne
Tabnuua 1.
FeHOTMNbI 1 TeMnepaTypbl NNaBNEHUS anefbHblX BapuaHToB
(Tonbko ans npubopos AT-322, ATnavit, ATnpasim n AT-96)
Fomo3surora Fam/Fam Fomo3urora Hex/Hex FeTepo3uroTa
Monumopunam
FfeHoTun |Fam, °C |Hex, °C [FeHoTun |Fam, °C |Hex,°C FeHoTmn |Fam, °C |Hex, °C
Komnnekrt FeHeTuka Meta6onnsma ®onartos
MTHFR: 677 C>T
(Ala222Val) CcC 56,3 46,0 TT 47,0 54,4 CcT 54,8 54,3
MTHFR: 1298 A>C
(Glu429Ala) AA 55,9 48,5 CcC 45,5 57,8 AC 55,2 56,7
MTR: 2756 A>G
(Asp3919Gly) AA 54,1 46,3 GG 46,8 52,3 AG 54,1 52,2
MTRR: 66 A>G (lle22Met) AA 51,8 41,0 GG 47,2 52,8 AG 51,9 52,2
Komnnekrt FeHeTuka Meta6onnsma Jlaktosbl
MCM6: -13910 T>C CcC 57,5 44,9 TT 50,0 57,3 CcT 57,2 55,8
MCM6: -22018 T>C CcC 61,5 47,4 TT 53,0 58,2 CcT 60,7 57,5
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