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Ha6op peareHTOB Ana onpeaesieHNs reHeTUUEeCKnX
noauMop¢pmn3mMoB, aCCOLLMMPOBAHHbIX C HAapyLUEeHUSIMUN o6MeHa
BellecTs, METOAOM MNOJIMMEPa3HOW LIeNnHOW peakuum

FeHeTnka Metabonunsma

QOprI KOMMJIeKTauuum:
FeHeTnka Metabonunsma donartos
FeHeTnka MeTtabonunsma J1akTo3bl
FeHeTnka Metabonunama Kanbuuna

UHdpopmaumnsa o Habope

HasHaueHue:

Habop peareHToB [eHeTwka MeTabonuama npeAHasHayeH ANs  OMPefeneHuUs reHeTUYeckuX nonumMopdusMos,

accoLMMpOBaHHbIX € HapyleHusMu obMeHa BELeCTB, 4TO MO3BONSET OLUEHUTb CTeneHb TreHEeTUYEeCKon

nNpeapacrnonoXeHHOCTU K pasBUTUIO 3a601eBaHNiA, CBSA3aHHbIX C METaBOIMYECKUMU PacCTpOMCTBaMU.

Habop BbinyckaeTcs B cefyowmx popMax KoMnaekTaumum:

e  KoMnnekT peareHToB [leHeTMka MeTabonusma ®donatoB, MNpeAHasHaYeHHbI NS ONpeAeneHUs reHeTUYeCKUX
nonnMopduU3MoB, acCOLIMMPOBAHHBIX C HapyLeHUsMU (HONaTHOro LMKNa;

e  KoMmnnekT peareHToB [leHeTMka MeTabonuama J1akTo3bl, MNpeAHa3’HaYeHHbI AN ONpeAeNneHUs FeHeTUYecKuX
nonnMopduU3MoB, acCOLIMMPOBAHHBIX C HapyLWeHUsSMU 06MeHa NakTo3bl;

e  KoMmnnekT peareHToB [leHeTuka MeTabonusama Kanbuus, npeAHasHaYeHHbI ANS ONpeAeneHus reHeTUYeCcKuX
nonnMopdpusMoB, acCOLMMPOBAHHbLIX C HapyleHusMM obMeHa Kanbuus, MeTofoM [LP B pexuMe peanbHOro
BpPEMEHMU.

MerTona:
MonuMepasHas LenHas peakuus C AeTeKUWel pe3ynbTaToB B peXuMe peasibHOro BpeMeHU; aHanu3 KpuBbIX MnaBfeHus,
KayeCTBEHHbI aHanus.

Martepuan ansa nccnepoBaHua:
Mepudepnyeckas KpoBb.

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

Oco6eHHOCTH Habopa:

OpHoBpeMeHHas [JeTeKkuuss - B OAHOW npobupke onpeaensloTcs fABa anfeflbHbIX BapuaHTa reHeTU4ecKoro
nonumopdusma.

BHYTpeHHUI1 KoHTponb (BK) - nossonsieT oueHUTb konuyectso [JHK B aMnaudukaunoHHON Npobupke U UCKIOYUTL
OWMNOKN FeHOTUMMPOBaHUS.

NMpu6opHoe obecneuyeHune:
Amnnudukatopsl aetektupylowwme ATnait, ATnpaim? wunu OT-96 (000 <«HMO [HK-TexHonorus»); Bepcus
nporpaMMHoro o6ecrneyeHns He HUxe 7.3.5.57°.

BHMUMAHME! BO3MOXHOCTb WCMONb30BaHUA APYrnx amnandukaTopoB Heob6X0AWMO YTOYHWUTL Yy MpeacTaBuTens
koMmnauun «HK-TexHonormsa».

Bpems npoBeaeHus aHanusa (6e3 yuéra npo6onoarotoBkm):
OT 2 yacos.

Konuuecrtso onpeaeneHnii:

48

1 - Tonbko Mogenu 4S1; 4S2; 5S1; 5S2; 6S1; 6S2.
2 - Tonbko Mogenu 4M1; 4M3; 4M6; 5M1; 5M3; 5M6; 6M1; 6M3; 6M6.

- npousBOAMTENb peKOMeHAYyeT CBOeBpeMeHHO OOHOBASTb MporpaMMHoe obecneveHve ANA  AETEKTUPYHOLNX
amMnandukaTopoB. AKTyaNlbHYl0O BEpCUIO MPOrpaMMHOro obecneyeHUst MOXHO CKayaTb Ha caiTe koMmnaHuu <«HK-
TexHonorusa»: http://www.dna-technology.ru/po/
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CocraB Habopa

Peaktuns | Konunyectso

Komnnekr FeHeTuka Meta6onnsma ®onartos
KaTanoxHbiit Homep: R1-H908-N3/4

. CMecun ana amnnudukaumm:

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
. MuP-6ydep 960 Mkn 2 npobupku
. Taq-AT-nonumepasa 96 mMkn 1 npobupka
. MuHepanbHoe Macno 3,84 mn 1 dnakoH

Komnnekr FeHeTuka Meta6onnsma Jlaktosbl
KaTanoxHbiit Homep: R1-H941-N3/4

. CMecun ans amnnudukaumm:

1.MCM6: -13910 T>C 960 mMkn 1 npobupka
. MuP-6ydep 480 mMkn 1 npobupka
. Taq-AT-nonumepasa 24 MKn 1 npobupka
. MuHepanbHoe Macno 960 Mkn 1 npobupka

KoMmnnekrt NeHeTuka Meta6onusma Kanbuus
KaTanoxHbiit Homep: R1-H913-N3/4

. CMecun ana amnnudukaumm:

1.VDR: 283 A>G (Bsml) 960 mMkn 1 npobupka
. MuP-6ydep 480 mMkn 1 npobupka
. Taq-AT-nonumepasa 24 MKn 1 npobupka
. MuHepanbHoe Macno 960 Mkn 1 npobupka

KaHanbl geTeKuumn annesnbHbIX BapUaHTOB U BHYTPEHHEro KOHTpons

GEECELIS CRIEEn Ik Fam Hex Rox cys Cy5.5
amnandpukaumm

Komnnekr FeHeTuka Meta6onmnsma ®onartos

MTHFR: 677 C>T (Ala222Val) C T - BK

MTHFR: 1298 A>C (Glu429Ala) A C - BK

MTR: 2756 A>G (Asp919Gly) A G - BK

MTRR: 66 A>G (lle22Met) A G - BK
Komnnekrt FeHeTuka Meta6onnsma Jlaktosbl

MCM6: -13910 T>C | C | T | - | BK |
KoMmnnekrt NeHeTuka Meta6onusma Kanbuus

VDR: 283 A>G (Bsml) | G | A | - | BK |

NMpoBeaeHne aHanusa
1 MoaroToBKa M NpoBeAeHUE NOIMMEPA3HOW LIENHOW peakuumu

BHUMAHME! KonuuectBo aHanusupyemoit OHK ponxHo 6biTb He MeHee 1,0 Hr Ha aMnANMUKALUOHHYHO
npobupky, 4to cootsetcTByeT Cp<32,0 Ha kaHane paetekuun BK (Cy5). MNpu MCnonb3oBaHWWM MeHbLUErO

konuuectsa AHK (Cp>32,0) npou3BoaUTENb HE rapaHTUPYeT KOpPeKTHYt0 paboTy Habopa.

1.1 MNpomapkupyiiTe Ans Kax4oro onpefenseMoro nonuMopdusaMa HeobxoAuMoe KONMYECTBO NPO6UPOK Ans
amnnudukauun obvémom 0,2 Mn (NO OAHOW ANA Kaxaoro uccnegyemoro obpasua M OTpULATENIbHOrO

KOHTpOJIbHOro obpasua «K-») (Tabnuua 1).

1.2 BcTpsaxHUTE NpoBMpKU CO CMecbio Ana amnandukauumn B TedeHme 3-5 ¢ u ueHTpudyrupyinte B TeyeHme 1-3 ¢

Ha MUKpoLeHTpudyre-BopTekce.

1.3 BHecuTe B MpoMapkuMpoBaHHble Npobupky no 20 MKA COOTBETCTBYOLWEN cMecu Ans amnaudukauuu (ans

Kaxzoro nonnMopdusmMa oTAeNbHbIM HaKOHEYHWNKOM).

1.4 BctpsaxHute npobupku c MLP-6ydepom n Taq-AT-nonumepasoit B TedeHue 3-5 C u uUeHTpudyrupyite B

TeueHue 1-3 ¢ Ha MUKPOLEHTPUdYre-BopTeKCe.

BHUMAHME! Taq-AT-nonuMepasy Heob6XoAMMO BblHUMaTb M3 MOPO3U/LHOM KaMepbl HEMOCPeACTBEHHO Mepej,

MCMNoNb30BaHNEM.
1.5 MpurotoBbTe cmechk MLP-6ydepa c Taq-AT-nonmmepasoit. CMellaiTe B OTAENbHON Npobupke:
. 10 x (N+1) mkn NuUpP-6ydepa;
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. 0,5 x (N+1) mkn Taq-AT-nonumepassbl,
rae N — KonmyecTso NPOMapKUMpoBaHHbIX NPobupok ¢ yuétom «K-» (tabnuua 1).

Tabnuua 1 - lpuMep MapkupoBKM Npobupok W npurotoBneHuss cmecn MLIP-6ydepa c Taq-AT-
nonuMmepason Ans uccnenosaHus 5 obpasuos

HazBaHue KoMmieKTa Konunuecrso Konuuectso MLUP-6ydepa n Taq-AT-
npoMapKupoBaHHbIX Npo6upok nonuMepasbl
4 nonumopcdmsma, 20 npobmpok MpoMapkMpoBaHHbIX Npobupok — 24.
na uccneayembix 06pasuos u
TeHeTuka Metabonusma i npo6mp|(AmyAnﬂ <<K—S BLéero Cwmece MNLIP-6ydepa 1 Taq-AT-
’ nonumepasbl Ans 25 (24+1) npobupok,
®onatos 24 npobupkmn
' T.e. 250 mkn MNUP-6ydepa + 12,5 Mkn
Taq-AT-nonumepasbl.
FeneTvka MeTabonusma oAuH nonumopdusM, 5 npobupok MpoMapKkMpoBaHHbIX Npo6upok — 6.
JNakTo3bl Ans Mccne6,qyeMb|x °6paK3”'°B " Cmecb MUP-6ydepa n Tag-AT-
gnn"a:)gfoo:p'(a Ana «K->, BCero nonumepasbl ans 7 (6+1) npobupok,
leHeTuka MeTa6onnsma pobupok. T.e. 70 mkn NUP-6ydepa + 3,5 mkn
Kanbums Taq-AT-nonumepasbl.

1.6 BcTpsaxHUTe Npobupky B TeueHue 3-5 ¢ 1 ueHTpudyrupyiTe B TeyeHne 1-3 ¢ Ha MUKpoLeHTpuUdyre-sopTekce.
BHMUMAHME! Cwmecb MNUP-6ydepa ¢ Taq-AT-nonvmepasoii HeobxoAMMO rOTOBUTb HEMNOCPEACTBEHHO nepen
MCMNoNb30BaHNEM.

1.7 [obaBbTe B KaxAayl Mpobupky co cMecbio Ans amnaudukaumm no 10 mkn cmecu MUP-6ydepa c Taq-AT-
nonvMmepason.

BHUMAHME! Tlocne pob6asnexus cmecu MLP-6ydepa c Taq-AT-nonmmepasolt B Npobupku co cMecsamu Ans
amMnandmkauumn HeobxoAnMO B Te4YeHne ABYX YacoB BbIMOAHWUTL nn. 1.8 — 1.13.

1.8 [obaBbTe B Kaxayt nNpobupky no oaHoin kanne (okono 20 MKA) MUHepanbHOro Macna. 3akpoWTe KpbIWKW
npo6upok.
1.9 [Ana npenoTBpalleHnss KOHTaMuHauuu cneayet nepes BHeceHneM [JHK OTKpbiBaTb KPbIWKK TOMbKO Tex

npobupok, B KoTopble 6yaeT BHOCUMTbCA AaHHbIM obpasel, U 3akpbiBaTb WX Mepej BHECEHWeM creaytoLlero.
Mpenapatbl AHK cneayeT BHOCUTb HaKOHEYHUKaAMK C PUNLTPOM.

1.10 BHecute no 5,0 Mkn BblgeneHHoro u3 obpasuos npenapata [AHK B cooTBeTcTByloWMe npobupku ans
nccneayembix ob6pasuos. B npobupku, MapkuposaHHble «K-», IHK He BHocUTCS.

1.11 BHecute no 5,0 MkA OTpUULATeNbHOrO KOHTPONbHOrO obpasua, npolweglero 3Tan BbligeneHns [AHK, B
npobupkun, MapkmMpoBaHHble «K—».

1.12 LleHTpudyrupyitte npobupkn Ha MUKpOLIEHTpUdyre-sopTekce B TeyeHne 1-3 c.
1.13 YcTaHoBUTe BCe Npobupku B 610K AeTekTupyoLwero aMmnandunkaTopa.

1.14 3anyctute nporpaMmHoe obecnedveHne RealTime_PCR B pexwume «Pabota c npubopom». [pu nepsom
npoeeaeHun MLUP 3arpy3suTte ini daiin c cooTBeTcTBYIOWMM Has3BaHueM (Folates.ini, Lactose.ini, Calcium.ini).
[Janee n npu nocneaywoWwmnx noctaHoBkax AobaBbTe B MPOTOKOST COOTBETCTBYIOLME TECTbl MU UCMONb3YyiTe
MHOIOTECTOBbI PEXWUM, yKaXuTe KON4YeCTBO U uaeHTUdMKkaTopbl 06pasLoB, B TOM 4ucie OoTpuuaTesbHbIX
KOHTPOJIbHbIX 06pa3LoB, OTMeTbTe pacrnosioXeHne Npobupok Ha maTpuue TepMobioka B COOTBETCTBUM C UX
yctaHoBko# (cM. 1.13) u nposegute MLP.

NMpumeyaHue = Tun NpobUPKU AN OTPULATENbHLIX KOHTPONbHLIX 06pasLOB CreAyeT yKasbiBaTb Kak
«0O6paszeu».

2 Perucrtpauus u yuert pesynbratoB MNLP npoBoAMTCS aBTOMaTMYECKM MPOrpaMMHbIM obecrneyeHnem ans
AETEKTUPYIOLWMX aMNInbUKaTopos.

B o6pasuax, npoweawwunx MUP 1 coaepxawmux AOCTaTOYHOE ANS KOPPEKTHOro aHanusa konuuectso AHK,
nporpamMma onpeaenseT reHotun uccneayemoro obpasua. [ns obpasuos C HefOCTaTOYHbLIM ANS aHanusa
konuyectsoM [HK (MeHee 1,0 Hr Ha npobupky, Cp>32,0 Ha kaHane AeTekuun BK) nporpamma onpepenser
HEeJ0CTOBEpHbIN pe3ynbTaT (HA).

Ycnosus TPAHCNOPTUPOBaAHUA, XPaHEHUA N IKCNQlyaTaumm

Habop peareHTOB, 3a ucknoueHneM Taq-AT-nonumepasbl, cnefyeT XpaHuTb Npu TemnepaTtype oT 2 °C go 8 °C
B XOJIOAUNBHbIX Kamepax UK B XONOAUNbHUKAX B TeYEHUe BCero cpoka rogHoctTn Habopa.

NMpumeyaHune - CMmecn Ana amnnudukaumm cneayeT XpaHUTb B 3alMLIEHHOM OT CBeTa MecTe npwu
Temnepatype oT 2 °C o 8 °C B XONOAWIbHbIX Kamepax WKW B XONOAWIbHMKAX B TEYEHWe BCero Cpoka
roaHocTn Habopa.

Taq-AT-nonuMmepasy crnegyeT XpaHuTb Npu TemnepaType oT MuUHyC 18 °C Ao MuHyc 22 °C B MOpPO3WUJIbHbIX
Kamepax B TeYeHMe BCero cpoka rogHocTu Habopa.

TpaHcnopTupoBaHve Habopa OCyLeCcTBASIOT BCEMW BWAAMU KPbITOrO TpaHCnopTa npu TemnepaTtypax,
COOTBETCTBYIOLNX YC/TIOBUAM XPaHEHUSi KOMMOHEHTOB, BXOASILLMM B cocTaB Habopa.

Cpok roaHoctn Habopa - 6 MecsiueB npu COGMIOAEHUM BCEX YC/I0BUIA TPaHCMOPTUPOBAHUS, XPaHeHUs U
3KcnyaTaumu.
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Mo Bonpocam,

accoUMMpPOBaHHBIX C HapylleHusMuM obmeHa

KacalolwmmMca KayectBa Habopa peareHTOB ANlsi onpeaeneHus

BeLLeCTB,

reHeTMyeckmMx MnoaMMopdusmMoB,
MeTOOM MoNMMepasHoi LenHoin peakuun (FeHeTuka

MeTtabonuama), cneayet obpalatbca kK odbuLmnanbHOMy NpeacTaBUTENio NPOU3BOAUTENS MO ajpecy:

000 «[HK-TexHonorusa», 117587, Mocksa, BaplwaBsckoe wocce, A.125x, kopn.6, Ten./dakc +7 (495) 640-17-71.

Cnyx6a knuneHTckoi nopaepxku: 8-800-200-75-15 (ana Poccmm, 3BOHOK 6ecnnaTHblit),
+7 (495) 640-16-93 (ansa ctpaH CHI u 3apy6exbs, 3BOHOK NnaTHbIN).
E-mail: hotline@dna-technology.ru, www.dna-technology.ru

AHKeTa ANs ocyLlecTBleHns o6paTHOM CBA3W HaXOAUTCA Ha caifTe koMnaHun «HK-TexHonorms»:
http://www.dna-technology.ru/customer_support/

Tabnuua Al
OTnpaiim n AT-96)

Mpunoxxexnne A
(cnpaBouHoe)

- FeHOTUMbI U TeMnepaTypbl NNABMNEHUs annefibHbiX BapuaHToB (TONbKO Ans npu6opos ATnaiir,

Monumopdunam

Fomo3urota Fam/Fam

Fomo3urora Hex/Hex

FeTepo3uroTa

FeHoTun | Fam, °C | Hex, °C

reHomn| Fam, °C | Hex,°C

FeHotun | Fam, °C | Hex, °C

Komnnekr 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

(Asp919Gly) AA 54,1 46,3 GG 46,0 53,0 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 | 56,7 | 47,0 | TT | 48,6 | 56,7 CcT | 56,4 | 55,6
KoMmnnekrt NeHeTuka Meta6onusma Kanbuus

VDR: 283 A>G (Bsml) 66 | 535 | 418 | aa [ 462 | 514 | A [ 533 | 511

Homep: 191-7
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