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HacToswasa WHCTpyKUua no paboTe pacnpocTpaHAaeTca Ha MeguLWHCKOe u3fgenve Ans
ANArHOCTUKKM in vitro (MW UBA) - «Genome-X SMA/TREC/KREC testing kit. Ha6op peareHTOB A4
BbISIBJIEHNA TOMO- U reTepo3nroTHbIX feneuynini B reHe SMN1, oTBevalwWwmx 3a passBuThe CNUHaNLHON
MbILLIEYHON aTpomm, U BHEXPOMOCOMHbIX KonblueBbiX [AHK Kak 61MOMapkepoB MNepBUYHbIX
UMMYHOLeULMTOB» (fanee rno TekcTy - Habop peareHToB).

Habop peareHTOB U3roToB/EH B COOTBETCTBUM ¢ TY 21.20,23-001-71944992-2022,

CokpalweHHOe HaumeHoBaHWe Habopa peareHToB: «Genome-X SMA/TREC/KREC testing
Kit».

BHNUMAHWE: nepen npumeHeHnem «Genome-X SMA/TREC/KREC testing kit» BHUMaTenbHO
MPoYMTaNTe HACTOALLYIO MHCTPYKLMIO!

CMUCOK NCNONb3YEMbIX COKPALLEHI
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1 HA3HAYEHWE

Habop peareHTOB npefHa3HayeH ANs BbbIBNEHWA fAeneunin 7 ak3oHa B reHe SMN1 B romo- u
reTepo3nUroTHOM  COCTOAHMWU  (HOCUTENbCTBO) M KOJIMYECTBEHHOro  OMpefesieHns  Haanuus
BHEXPOMOCOMHbIX KofbLeBbIX JHK-monekyn T-REC (3KCUM3UOHHBIX Konel T-KNeTOYHOro peuenTopa) u
KREC (pekoMOMHaLWOHHble KOMbLA Kanna-4eneyuMoHHOro 31eMeHTa) B Lensx NpoBeAeHus
HEOHATa/lbHOTO W CefIeKTUBHOIO CKPUHWHIA Ha CMWHANIbHYI MbMMNEYHY aTtpounio U NepBUYHble
MMMYHOLeDUUUTLI B BMONOrMYECKOM MaTepuane yenoBeka (MATHaX CYXOW KPOBM Ha (MNbTP KapTax)
MeTOLOM NONMMEPA3HOW LLeNHOM peakLunmn B peXxrme peasibHoro BpeMeHN.

LieneBoin aHanuT: geneunn 7 3k3oHa B reHe SMN1 B romo- u reTepo3vroTHOM COCTOSHUWN U
BHEXPOMOCOMHbIe KosibueBble AHK-monekynsl TREC n KREC.

Wccnepyemblit maTepuan: martepuanom [Ns uUccnefoBaHWA HabopoM peareHTOB SABAAKOTCA
CMbIBbI CYXUX MATEH KPOBU C DUNLTP-KapT.

®YyHKUMNOHANbHOE Ha3HaYeHMWe: HeoHaTalbHbIi U CENeKTUBHbIA CKPUHWUHT  CMNUHANbHOM
MbILLEYHOWN aTPOUN N MEPBUYHBIX UMMYHOAEPULNTHBIX COCTOSHUIA.

MoTeHUManbHbIW MONb30BATENb: MEPCOHaN, C BbICIWUMM W CPeAHUM  MEeAULMUHCKUM
obpa3oBaHMeM, 06Y4YeHHbI MeToLaM MONeKYNAPHON AWAarHOCTUKW W npaBwuiaMm paboTbl B KAWHUKO-
AMarHoCTMYeCcKown nabopatopum.

O6nactb NPUMEHEHUA: KNMHNYECKas nabopaTtopHas AnarHocTmka, nabopaTopHas reHetuka.

MokasaHWA K NPUMEHEHWUIO:

- NPAMOA  MONEKYNAPHO-TEHETUYECKUA CKPUHWUHI  CMWHANbHOW  MbIlLIEYHON aTpodmm -
onpegeneHne Konuyectsa Konuii reHa SMN1 y HOBOPOXAEHHbIX, AeTeil ¢ cmmnTomamm CMA un nuy,
penpoAyKTUBHOIo Bo3pacTa (nMpu niaHMpoBaHUK 6epeMeHHOCTK).

- NPSAMO MONEKYNSAPHO-TEHETUYECKNIA CKPUHUHT MEPBUYHBIX UMMYHOAE(PUUNTOB, CBA3AHHbIX C
M3MEHEHNEM YPOBHS COAEPXaHWUA 3KCUM3MOHHbLIX Koney T-knetoyHoro peuentopa (TREC) wu(unn)
PeKOMOUHALMOHHBLIX KoJlel —Kanna-geneunmoHHoro anemeHta (KREC) y  HOBOPOXAEHHbIX npwu
NpoBeAEeHNN HEOHATANbHOIO0 CKPUHUHIA U CENEKTUBHOIO CKPUHWUHTA Y AeTe.

MpoTMBOMNOKa3aHNA K NpUMeHeHNt0: Habop peareHToB «Genome-X SMA/TREC/KREC testing
Kit», B paMKax yCTaHOB/IEHHOI0 NPOMU3BOAMUTENIEM Ha3HAYeHMS, MPOTUBOMOKAa3aHWIi He MeeT.

Habop peareHTOB He NOANEXUT UCNO/Ib30BAHUIO B C/lyYasX:

- HapyLWEeHHOW BHYTPEeHHEl yNakKoBKN U/UAK He COOTBETCTBYHOLLEr0 ONMCAHMNIO BHELLIHErO BUAQ;

- HecobAeHNs YCNOBUIA TPAHCNOPTUPOBAHUSA U/ XPaHEHUS COMNACcHO MHCTPYKLUN;

- UCTeKLUEero cpoka rogHocTu.

KonunuectBo onpeaeneHnin; Habop peareHToB paccumTtaH Ha TccnegosaHune 100 o6pasyos AHK,
BKNtoYas obpasubl AHK, Bxogsauime B Habop (48 npob KpoBM (CMbIBblI CyXMX MATEH KpoBuUWE (UNbTP-
KapT)). KONMYecTBO KOHTPO/IbHbIX MaTepuanoB, BXOAALWMX B Habop peareHTOB, pacCyYMTaHbl Ha
npoBeaeHne aHann3o0B B 6 NoCTaHOBKax (NpXU HEO6X0AMMOCTH).

CsefieHna 06 onpegensemoit NaToNoruu:

CnuHanbHasa mblweyHaa atpogpua (CMA) - 370 ayTOCOMHO-PeLecCUBHOE HEPBHO-MbILLEYHOE
3aboneBaHune, XapakTepusytolieeca AereHepauuein, anb@a-MOTOPHLIX HEWPOHOB B MNepeAHUX porax
CNUHHOro mo3ra. CMA ABnfeTCcs 04HON M3 CaMblIX TSXKE/bIX Hac/eCTBEHHbIX 60Ne3HeNl, NPMBOAALUX B
O0MbLIMHCTBE CNy4YaeB K neTtanbHOMY ucxogy. YactoTa BcTpedaemocTu 3aboneBaHus 1 Ha 6500-8000
HOBOPOX/EHHbIX, 4YacToTa HocuTenbctBa 1 Ha 40-50 uyenosek (Markowitz et al.,, 2012). CMA
nogpasgenserca Ha I, Il, 111 u IV TN Ha ocHOBe BO3pacTa Hayana pa3sBUTUA CUMMTOMOB U TAXKECTU
3abonesaHuns (Zerres et al., 1997). Passutne Bcex ¢popm CMA BbI3BaHO MyTaLMAMM B FreHe BbDKMBaAHUSA
MOTOPHbIX HeilpoHOB SMN1. 95% nauMeHTOB UMEKT FOMO3UTOTHYIO Aeneumnto 7 3k3oHa reHa SMNL1, B
TO Bpems KaK Y OCTaNbHbIX WHAVMBUAYYMOB, CTpajalowmx 3aboneBaHNeM U COXPAHUBLLUNX XOTA 6bl OA4HY
Konuio reHa SMN1, 6bWwK 06HapYy>XeHbl BHYTpUreHHole mytauumn (Lefebvre et al.,, 1995; Wirth et al.,
2000.

FeH SMNI nmeeT LEHTPOMEPHO OPUEHTUPOBAHHYIO KOMUIO - reH SMN2, KonnyecTBO KOTOPOro,
KaK 6bl/10 NOKa3aHO, MOXET BapbmpoBatb 0T 0 A0 8, M KoppenupyeT ¢ TskecTbio CMA (Mailman et al.,
2002). TeH SMN2 He cnocobeH NOMHOCTLID KOMMEHcUpoBaTb OTcyTcTBUME reHa SMN1 um3-3a
OLHOHYK/IEOTUHOW 3aMeHbl B 7-M 3K30HE, YTO NPUBOAMT B MpoLecce anbTepHATUBHOIO CnnaCuHra K
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topmupoBaHnio MPHK reHa SMN2, nuweHHOW 7 3K30Ha, CHUXXEHWUIO KONMM4YecTBa MOSHOPa3MEPHOW
MPHK reHa SMN2 1, coOTBETCTBEHHO, 06pa30BaHMN0 HECTabUIbHOr0, HeMoOAHOpPasMepHoro 6enka SMN
(Monanietal., 1999).

B 6yayuieM KneToyHas Tepanusi MOXET CTaTb OAHMM W3 OCHOBHbIX MyTel nedyeHus CMA,
NMPUMEHSAEMON Ha CTagumn Nocne BbbIBAEHUSA CUMNTOMATUKN, HA CErOAHALIHUIA feHb KNOYeBOe 3HaYeHne
A4N19 3 (PEeKTUBHOCTN NPECUMMITOMATUYECKOTO SIeYeHU UMEET paHHee BbiiB/IEHNE 6O/bHbIX.

MepBuYHbIE MMMYHodeuunTbl (ML), THKENbIA KOMOUHUPOBAHHbLIA UMMYHOAEUUNT U X-
cuensieHHass arammarnobynMHeMus, XapakTepusylTcs OTCYTCTBUMEM (YHKUWOHaNbHbIX T #n  B-
NUMEOUNTOB COOTBETCTBEHHO. Be3 CBOEBPEMEHHON paHHeil AMAarHOCTUKM W nedveHus petun c¢ MANA
CTpajalT OT UH(EKLUOHHBIX 3a00/M1eBaHUIN C TAXENbIM TeYeHUeM, YTO NPUBOAUT K UX MHBANIMAM3AL MM
nnu cMepTu. AnMarHocTuKa n v 4 NMPOBOAMTCA MYTEM OMNpPefeneHnsa YpoBHA BHEXPOMOCOMHbIX KOJbLeBbIX
monekyn AHK, aBnstouwmnxca yHuBepcanbHbIMU MapKepamu T-KNeTOYHbIX MMMyHodehunumtos - TREC
(T-cell receptor excision circle) n B-knetouHbix wummyHogegpuumntos - KREC (kappa-deleting
recombination excision circle) (Serana et al., 2013). KonnuyectBo TREC u KREC MOXeT 6bITb OLEHEHO C
NMOMOLLbI KonuyecTBeHHOW [MLLP ¢ peTekumeil B pexume peanbHoro Bpemenu (MLUP-PB) u, BBuay
NpsMOro MapKMpOBaHUSA 3pefibiX HauBHbIX T U B-nMM$OUMTOB, MMeeT BbICOKWUIA [MarHOCTUYECKWUIA
noteHuman (Borte et al., 2012). KonnyecTBeHHbIn aHanM3 TREC akKTMBHO MPUMEHSIETCS AN OLEHKM
(PYHKLMM TMyca U HeoreHesa T-knetok. OH Obl MCMOJMIb30BaH A 4UAarHOCTUKU UMMYHOZLE(DULNTOB,
0N HeoHaTanbHOro CKpuHuHra MWJ[ y HOBOPOXAEHHbIX, W KaK MNpeAUKTOP BOCCTaHOBNeHWUs T-
KNeTOYHOWN (hYHKUMK nocne nepecagky KOCTHOro mosra. B uenom, Huskme yposHn TREC n KREC B
KPOBM HOBOPOXAEHHbIX YKa3bllaldT Ha T- wW/unnm B-KNeTOYHY NUMEMONEHU0, UTO MNO3BONSET
npuMeHATL onpegenedve ypoBHet TREC u KREC pgns paHHei gwardHoctuku MAUA  (King and
Hammarstrom, 2018).

Knaccutukaymsa MeauLMHCKOTO N3aenus Ans AmarHocTMku invitro

Knacc noTeHUManbHOro pucka npuMeHeHUs MeauLMHCKOro U3genua AN ANarHoCTUKW in vitro B
COOTBETCTBMM C HOMEHKNATYpHOW Knaccudukauuein MeguLMHCKUX U3AeNWiA, YTBEPXKAEHHON NPUKa3oM
MuHucTepcTBa 34paBooxpaHeHuns Poccuiickoii ®egepaunn ot 06 noHa 2012 r. Ne 4H - 26.

2 XAPAKTEPNCTUKA N3AENNA
2.1 CocTtaB Habopa peareHToB;

I. MHCTpYKUMS no paboTe ¢ HabopoMm peareHToB - 1WT.;

Il. Kopo6ka Ne 1 («Genome-X SMA/TREC/KREC testing kit») B cocTaBe:
1) MacnopT KavecTBa;

2) HOOX pacteop ans antouun -300 mkn, 1 npobupka;

3) MasterMix - 3700 mkn (2 npobupku no 1850 mkn);

4) Monumepasa- 85 MKAN, 1npobupka,

I1l. Kopo6ka Ne2 («Genome-X SMA/TREC/KREC testing kit» Habop KOHTponeli») B cocTaBe:
1) OHK SMNZ1 del/del - 20 mkn, 1 npobupka;

2) OHK SMN1 +/del - 20 mkn, 1 npo6upka;

3) OHK SMNL1 +/+ - 20 mkn, 1 npo6upka.

4) TlacnopT KauvecTBa.

2.2 KoMnnekKTHOCTb

Habop peareHTOB BblUYCKaeTca B OLHOM BapuaHTe KOMMJEKTauumn, coBnajatrollein ¢ cocTaBoMm
Habopa peareHToB.

2.3 TlpuHUMN meToda

B ocHoBe paboTbl Habopa peareHTOB NexuT ObicTpas anouns OHK M3 cyxmx NATeH KPoBu M
nocnepytouias nocraHoska MNLP B peanbHOM BpemMeHU. Snouna AHK nponcxognt M3 KpyXXKa Cyxoro
NATHa KPOBW, MOMYYEHHOro C MOMOLWbID NaHyepa ¢ ¢GuabTp-kapT. lMocne npoBefeHUs MPOMbLIOK
KPY>XKa, MONYUYEHHOro C )UIbTP KapTbl, & 3aTEM ero HarpesaHusa B pacTBOpe A8 310UMU NPOUCXOLUT
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ouMcTKa W BbIMbiBaHMe reHomHoin AHK ¢ d¢wunbTpa. Ha cnegytowem atane npoucxogut TLIP-
amnangukaumsa nosyyeHHblx obpasyos HK B pexume peasbHOro spemeHu. Mpouecc amnangukaumm
3aK/oYaeTca B CEPUM MOBTOPAIOLLMXCA LUKIOB TemnepaTypHoOl geHaTypauun AHK, oTxura npaimepos,
KOMMJIEMEHTapHbIX chneunpunyeckoMmy ydactky AHK, v nocnegytowein LOCTPOVKe MONUHYKNEOTUAHbBIX
Lenein ¢ aTux nparimepoB ¢epMeHTOM Tag-non'Mmepasoii. B ocHoBe nmon)*aeMbiX pe3ynbTaTOB NEXUT
MEeTOL OTHOCUTENIbHOTO KOJIMYECTBEHHOTO aHanms3a unn metog AACtL. 1 ocyLlecTB/ieHnsa aToro Metoga
B MLLP-cmecn npucyTCTBYIOT nparimepbl U 30HAbI K reHy SMN1, curHan KoToporo AeTeKTMpyeTtca no
KaHany PAM, npaiimepbl U 30HAbl K pe(hepeHCHOMY FeHy, CUrHan KOTOporo AeTeKTUpPYeTCcsA Mo KaHany
ROX, a Takxke npaimepbl 1 30HAbI K KonbleBbiM AHK-3anemeHTam TREC n KREC, curHanbl KOTopbIX
peTtekTupyetca no kaHanam HEX n Cy5, cooTBeTCTBEHHO. [eTeKumna curHana oCyL,ecTBNAeTCA 3a CUeT
NPUCYTCTBMA (DNYyOPeCcLEHTHbIX METOK, a TakKXke racuteneil Ha 06omx 3oHAax. Noka 30HAbI HaxXoAATCs B
cmecun B cBOGOAHOM Buie, PyopecLeHTHad MeTKa 610KUpYeTCcsa racutesieM payopecueHumnmn, Torga Kak
B C/lyyae cneungmyHoro cefAsbiBaHMA 30HAa ¢ AHK-MULLEHbIO 30H/ pa3pyLllaeTca Ha CTaguu 310Hrauum
3a cyeT 5°-3' aKTMBHOCTU NOAMMepasbl, AeliCTBUE racuTens Ha (NyOpecLEeHTHY MeTKY npekpalyaeTcs,
yTo BeAET K BO3pacTaHMKO YPOBHA (yopecueHumMn. KonnyecTBO paspylleHHbIX 30H40B (a,
cnefosarte/lsHO, WM YpOBeHb  (hnyopecueHUMW)  BO3pacTaeT  MPOMOPUMOHANIBHO  KOMYEeCTBY
06pa3oBaBLIMXCA cneynpunUYecKux amnamnKoHOB U N3MEPSAETCS Ha KaXKA0M LUKnKne amnangukaunn. Habop
peareHToB OOO «leHOM-MuKc» N03BONAEGT MPOBOAMTL  KOMMYECTBEHHYID OUEHKY YPOBHA
(hnyopecueHLMM, Ha OCHOBE Yero MOXHO AefnaTb BbIBOAbI O Hanuuuu peneyumini B reHe SMN1 wnu
4 KONM4yecTBe ero Konuin B reHome. Mpu obpaboTke pesynbtatoB [MLP-PB KonnMyecTBO KONWiA reHa
MHTepeca onpeaenseTca Ha OCHOBe KOHUeHTpauun npoaykta MNMLIP-PB ¢ 3T0oro reHa no OoTHOLWIEHUIO K
KOHUeHTpauun npogykta MLP-PB ¢ pethepeHCHOro reHa, KOTOpbIi NPUCYTCTBYET B FEHOME B 2 KOMUAX.
KoHTponu ana aHanusa MW He npepoctasnaioTcd. KonuvyectseHHoe cofepxaHue monekyn TREC wu
KKECocyulectensietcs no opmyne, ykasaHHoi B n. 10.2. M3BecTHo, 4yTo ypoBeHb TREC n KREC y
B3POC/bIX NOLEN CHMKAeTCs L0 YPOBHA, CONOCTaBMMOI0 C YPOBHEM JaHHbIX MONeKyn y 60bHbIX ML,
O6pasey, AHK 3popoBoro mnageHua B BO3pacTe A0 1 roja COAEPXUT MaKCUManbHOE KOMYeCcTBO
monekyn TREC n KREC (Kwok et al., 2020).
MocTtaHoBka MLUP-PB ocyulectensetcs Ha npubopax: OTnpaim (AHK-TexHonorus, Poccus;
®CP 2011/10229), QuantStudio5 (Thermofisher, CLUA; P3H 2019/8446).

2.4 OnucaHune «Genome-X SMATTREC/KREC testing Kkit»

PeareHTbl, BXogsauwue B .coCcTas BHewWwHWn Bng CocrTas
Habopa peareHToB
FOOX pacTteop 4n14 antounm [Mpo3payHas fecuBeTHas 3/1I03HT, BOLa
XWUAKOCTb 6€3 ocafkKa
MasterMix lMpo3payHas XWNAKOCTb 6e3 [AHK-onuroHykneotuasl,
ocagka OT CBeT/I0 po30BOro o Hykneosmgrpudgocharsl,
(h1oneToBOroO LIBETA MgC12, 6ygep
Monnmepasa Mpo3payHas XNOKOCTb 6e3 Tag-nonumepasa
ocajgka
OHK SMN1 del/del lMpo3payHasn 6ecuseTtHas J[JHK yesioBeka c
XNUAKOCTb 6e3 ocafika rOMO3UTOTHOW aeneuuen,
bydep
OHK SMN1 +/del lMpo3payHasn 6ecueTHas [OHK yenoseka c
XWAKOCTb 6e3 ocajkKa reTepo3nroTHOM  Aeneuuen,
bydep
OHK SMN1 +/+ lMpo3payHasn becuetHas JHK 3p0poBoro u4enoseka,
XUAKOCTb 6€3 ocajKa oydep

CoctaB Habopa peareHToB yKasaH ¢ yyetom n.6.1.3 TOCT P 51088-2013 (6e3 packKpbITuA
KOMMepUeCcKO TaiiHbl)

Mpn “3roToBMEHUM Habopa peareHTOB UCMONb3yeTCs MaTepuan YesoBeYeCcCKoro NMPOUCXOXAEHNS.
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a umeHHo: AHK, Martepuan He TOKCUYEH, He A4OBUT U He BXOAWUT B HEMOCPeLCTBEHHbI KOHTaKT C
OpraHusmom 4enoBeka. He dABAAOTCA (PapmMakonornyeckonm cy6CcTaHumeld WM NEeKapCTBEHHbIM
npenapaToM. poueccbl nepepaboTKM, KOHCepBauWKW, TeCcTMpPoBaHMA M 00pabOTKM TKaHei, KNeToK W
BELLECTB  Ye/IOBEYECKOTO MPOUCXOXAEHUS  BbIMOAHEHbl TakuMm 06pa3om, 4To6bl 06ecneymTsb
MaKCUManbHbIA ypoBEeHb 6MONOrMYeckol 6e30MacHOCTM NS NONb30BaTesei, NauuMeHTOB W ApYyrux
nogen. Matepranbl 4enoBEYECKOro MPOUCXOXAEHWUA, MNpPUMeHseMble MpW  M3roTOBMIEHMM Habopa
peareHToB, MNOJlyYeHbl OT JI0AeNR, NpoweAwnx MeAULUHCKUA OCMOTP W HaxOAMBLUMXCA MO
HabnoAeHneM, C y4eTOM NpegnonaraeMoro UCnonb3oBaHUs 3TOro maTepuana.

2.5 CTabuibHOCTL Habopa peareHToB

CTabunbHOCTL Habopa peareHTOB Npu XpaHeHUn 12 mecaues™

MpumeyaHne cTabubHOCTL Habopa peareHTOB MPU XpaHeHWu Oblna MNpoBepeHa MeTOLOM
YCKOPEHHON MpOBepKU CcTabunbHOCTU. 10 MCTEYEHUWM CPOKOB XpaHeHMs 06pas3l0B, 3aN0XKEHHbIX Ha
NMPOBEPKY CPOKa CTabUNbHOCTK, 3asiBNEHHbIA CPOK XPAHEHUS MOXET BbITb YTOYHEH.

CTtabunbHOCTb Habopa peareHTOB NOCne BCKPbITUA: 12 MecALeB

3  POYHKUMOHAJIbHBLIE XAPAKTEPUCTUKW

31 AHanutnyeckasa YyBCTBUTENLHOCTb

100% 4yBCTBUTENLHOCTb B BbIIBNEHWUM fAeneuunii 7 3k30Ha reHa SMN1 (He geTeKTMpylTCA
TOoYeuHble MyTauun B reHe SMN1, KOTOpble NPUCYTCTBYIOT NpuMepHO Y 3% 60nbHbIX CMA),

95,2% 4yBCTBUTENLHOCTb B BbIABNEHUWN NOHMXEHHOTOo yncna TREC,

97,7% 4yBCTBUTE/IbHOCTb B BbIAAB/IEHUM NMOHWMXEHHOro yncna KREC.

B uccnegyembix o6pasuax 6M0OMOrMUYecKoro martepuana 4yenoBeka, He cogepxawmx AHK 7
3K30Ha reHa swm ~ 1, KonbueBbix Monekyn TREC n KREC, B pesynbTtate nposegeHus [LP-PB
3KCMOHEHLMaNbHbIA poCT (hNyopecueHLMn Mo 3aAB/IEHHbIM KaHanaM (yopecueHunn oTcyTcTByeT
WM HWXKe (HOHOBOrO 3HauyeHUs. BO3MOXHa [JeTeKuusa 3KCMOHEHUMANbHOro pocTta YPOBHA
thnyopecueHuMn no kKaHany PAM B cnyyae romMO3WroTHON aeneumm 7 3k3oHa reHa SMN1 npwm
ycnosun ACt = Ct(FAM) - Ct (ROX) > 10. CneyndunyHOCTb BbIBNEHMA Aeneuunii 7 3K30Ha reHa
SMN1 B romo- v reteposvroTHOM COCTOSHUW, & TakKXe CHUXKEHWA YPOBHA KOMbLEBbIX MOJIEKY/
TREC n KREC noaTteep)feHa Ha KNTMHUYECKOM martepuarne.

32 AHanutuyeckas CneummyHOCTb

100% cneynpUUYHOCTb B BbISIBIEHUN UHAMBUAOB C 1, 2, 3 ¥ 4 KONMUAMMU rcusism N 1,2

100% cneunpUYHOCTL B BbISBIEHUN UHAMBUAOB C HOPMasbHbIM ypoBHeM TREC,

100% cneuntnyHOCTb B BbISIBNEHUWN UHAWBUAOB C HOpMaNbHbIM YpoBHEM KREC.

B wuccnepgyembix o6pasuax 61M0N0rMyeckoro martepuana 4yenoseka, cogepxawmx AOHK 7
3K30Ha reHa swm n1, PeepeHCHOro reHa, KonbueBbix Monekyn TREC hKREC, s pesynbraTe
nposegeHns TLIP-PB pgeTekTMpyeTcs 3KCMNOHEHUMaNbHbIA pPOCT YPOBHS (hyopecueHuMn no
3aAB/IeHHbIM KaHanam (yopecueHunn PAM / SybrGreen, ROX / TexasRed, JOE/HEX, Cyb5.

OTCyTCTBME MEPEKPECTHOM Hecneungpunyeckon peakumym Ha LUeNeBble ONUTOHYKIeOTUAbI
Habopa peareHTOB NOATBEPXKAETCA MNPOBELEHHbIM KOMMNbIOTEPHLIM aHa/IM30M MOcnef0BaTeIbHOCTeN
OHK ¢ nomowbto nporpammel BLAST+ 2.13.0.

3.3 BocnponssogmMmocTb

Bocnpon3BogMMOCTb pe3ynbTaToB MO KOAUYECTBY KOMWIA/OTCYTCTBUIO 7 3K30HA FeHa swm w1, @
TaKKe YpPoBHIO KosbLeBbix monekyn TREC n KREC noatsepxgeHa Ha 25 obpasuax 61M0n0rnyeckoro
maTepuana 4YenoBeka B pesynbTate nposedeHus TILP-PB Ha 2x Mogensx aMmnangukaTtopoB cC
ncnonb3oBaHWeM Habopa peareHTOB KakK OfWMHAKOBbIX, TaK W pas3HbiX cepuit. [MokasaHa 95%
BOCNpPON3BOANMOCTb Pe3ynbTaTos.

34 Tlopor obHapy»XeHUs

Mopor o6HapyxeHunsa He meHee 0,5-1 Hr reHoMHo AHK Ha nccnegyemyto npoby.
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35 KoahuumeHT Bapmaymm

KoathmumneHT Bapraunmn onpegeneHuns konmyectsa konuii TREC MeHble nnm paseH 15%
KoathdmumneHT Bapraunmn onpeaeneHuns konnyectsa konuii ICREC meHbLue nnu paseH 15%

3.6 [wnana3oH nsmepeHnsa KonmnyecteeHHoro onpegeneHna TREC, KREC

[nana3oH n3MepeHuns KonbLeebiX monekyn TREC: 0-10” konuit Ha 10" neikounToB
[vnana3oH namepeHusa KonbLesbix Monekyn KREC: 35-10" konwuii Ha 10" nelikoynToB
3.7 BvaHMe NoTeHUNa/IbHO MHTEP(EPUPYIOLLMX BELLECTB

K noTeHuuanbHO WHTepepupylowMm BellecTBaM, KOTOpble MOryT WHrunéuposats [MLP,
MOXHO OTHECTU aHTUKOoarynaHtbl (KOHUeHTpauums QATA pomkHa ObiTb He 6onee 3,60 mr/mn,
MCNoNb30BaHMeE renaprHa He AONycKaeTcs), NPUMeHsemMble NPU B3ATUM KPOBU, a TaKXKe reMorno6uH
(KOHUeHTpayma go/mkHa 6bITb He 60onee 250 r/n), GUNNPYOUH (KOHLEHTpauns gomkHa 6biTh He 6onee
500 MKMOnb/N) K XonecTepuH (KOHUeHTpauums AomkHa 6biTb He 6osee 12 MMOAbL/N), UCTOYHMKOM
KOTOPbIX MOXeT ABNATbCA 06pa3sel, 6M0ONOrn4ecKoro MaTepuana YenoBeka.

Hannune wHTepdepupyowmx BelwecTs B o06pasue OMOMOrMYECKOro Martepuana BbMmne
JONYCTUMBIX KOHLUEHTpauMii MOXeT BbiTb MPUUYNHON COMHUTENbHBLIX U HEAOCTOBEPHbIX Pe3y/bTaToB.

I Mokasatenem wHrnéuposaHua TILP sBndetca OTCYTCTBME WU CHWKEHWE 3PEHEKTUBHOCTM

amnaugukaLmMm pegepeHCHOro reHa, a TakKXe WCKaXeHWe (OpMbl KpPUBOM amnaudukaumum
pediepeHCHOro reHa.

Matepuanbl (UNbTP-KapT: OCHOBa, MPOMUTKW U pasMeTKW He OKasbluatoT WHIMOUPYHOLLEero
BANSAHUS.

Mpn NoATBEPXAEHUM Hannumsa B obpa3ue 6MONOrMYecKOro Martepuana [fns aHanusa
MHIM6MpPYIOLWMUX NPUMECE peKOMEHAYETCA MOBTOPHOE B3ATME BMONOrMUYECKOro Matepuana.

3.8 [narHocTuyeckue xapaKTepucTukun

Mo pe3ynbTatam KAWMHUYECKUX UCMbITAHWIA YCTAHOBMEHbI XapaKTePUCTUKN AMarHOCTUYECKON
YyBCTBUTENLHOCTU U CNELUOUIYHOCTH:

Leneunsa B 7 3k3oHe SMNI1: gmarHocTmyeckas udyscTBUTENbHOCTb (AW 95%) - 100,00%
(92,89% - 100,00%); guarHoctmuyeckas cneundunyHocTtb - 100,00% (96,38-100,00%).

TREC: pguwarHocTuyeckas dysBcTBMTENbHOCTL (AW 95%) - 96,00% (79,65-99,90%);
AnarHocTtumyeckasa cneyngpuyHocTtb - 100,00% (91,59-100,00%).

KREC: pawmarHoctuyeckas u4yBcTBUTENbHOCTb (AW 95%) - 100,00% (86,28-100,00%);
AuarHocTtuyeckas cneyuduyuHocTs - 100,00% (91,59-100,00%).

Mo pe3ynbTataM KAWMHUYECKUX UCMbITaHUA NOATBEPXAEHA BHYTPUCEPUINHAA U MeXCepUiiHas
BOCNPOM3BOAMMOCTb  pe3ynbTaTOB  MNpPWM  WUCMNONb30BaHMM  Habopa peareHToB  «Genome-X
SMA/TREC/KREC testing kit». BocnpounssogumocTtb coctaBuna 100% c 95% poBepuUTenbHbIM
nHTepsanom (97,84-100,00%).

4  ®AKTOPbBI, BJIMAOLWNE HA PE3YJIbTAT

- HapyleHune HacTosAWweln NHCTPYKLMM NpU NOATOTOBKE U XpaHEHUN Habopa peareHTOB, B3ATUW,
NnoAroToBke 06pasL,0B ¥ BbINOSIHEHUW MPOLEAYPbI aHaNn3a;

- Hanunune nHtepthepupyrounx sellects B oobpasue (cm n. 3.7);

- MepennsaHue KpoBwu;

- MpoBegeHne Tepanuu, oOKasblBalOWeEW BAWAHME HA NeKON033 HOBOPOXAEHHOrO nocne
POXAEHUS;

- TpoxoxpaeHne BO BpeMs GepeMeHHOCTM MaTepbid HOBOPOXXAEHHOrO Tepanuu, OKa3sblBaloLel
BNMSIHME HA (hOPMUpPOBaHNE MMMYHHOI CUCTEMbI NaoAa.
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5 OIPAHNYEHWNA

[N KOPPEKTHON OLEHKN FeHOTUMMPOBAHUSA MO 7 3K30HY FeHa sm n1 M YPOBHIO KOJbLEBbIX
monekyn TREC n KJIEC konun4yectBo reHomHoin AHK Ha npo6upky A0MKHO COCTaBNSTb He MeHee
0,5-1Hr reHomHol AHK (gonycTumoe 3HavyeHne Ct no KaHany geTekuumn pedepeHcHOro reHa <31).

Y nauueHTOB Ha MapeHTepasibHOM NUTaHWW W WAM MOMyYalWnX WHBLEKUMK TrenapmHa
BHYTPMBEHHO KPOBb AN aHanu3a oTOMparoT He paHee 4eM 4epe3 6 yacoB MOC/ie BHYTPUBEHHOIO
B/INBaHUSA.

6 MEPbI NMPEOOCTOPOXHOCTW

PaboTa fo/MKHa NPOBOAMTLCA B labopaTtopuu, BbIMOMHAKOLLEN MONEKYNAPHO-OMON0rnyeckme
(MUP) wccnepoBaHMa 6Guonornyeckoro matepuana ¢ CcO6M04EHUEM METOAMYECKUX YKaszaHWi
MY 1.3.2569-09.

PackanbiBaHWe peakTMBOB U 06pa3L,0B 6MOMNOrMYecKOro mMatepuana ansa nposegexHus MLUP B
peasibHOM BpPeMeHUN JO/HKHO OCYLLEeCTBNATLCA B HOKCE NepBOro Knacca

Bce paboTbl criefyeT NpoBOAUTL TONILKO C MUCMO/b30BaHMEM OLHOPAa30BblX HAKOHEYHWKOB C
a3p030/1bHbIM 6apbepoM A1 MONyaBTOMaTUYeCcKMX NMUNeTok. A4 Kaxpaoro obpasua, cogepallero
HYK/IEMHOBbIE KUCOTbI, UCNO/Ib30BaTb OTAENbHbIA HAKOHEYHUK.

I Mpn paboTe ¢ Habopom peareHToB cneayeT cobnogate TOCT P 52905-2007.

Mepen Hayanom paboTbl HEO6XOAMMO 03HAKOMUTCS C MONb30BATE/IbCKUMUN UHCTPYKLMAMU Ha
ncnonb3yemoe ob6opyAoBaHMe W KOMMNIEKTbl peareHTOB. NS MONYYEHUS HafeXHbIX pe3y/ibTaToB
Heo6Xo0AnMO CTporoe co6AeHNne UHCTPYKLWIA.

Mpu paboTe cnepyet cobnogats 0CoO6YH OCTOPOXKHOCTL, TaK Kak pa3bpbi3rnsaHue pacTBopoB
MOXET NPUBECTU K KOHTAMWHALMWN U, KAK CNeLCTBUE, K TIOXKHOMNONOXMNTE/IbHbIM pesyfibTaTaMm.

Mpy ypaneHun OTXOLOB He [OMycCKaTb OTKPbIBaHMA MpobuMpoK ¢ npogyktamu MUP un umx
pasbpbl3rMBaHnsa, TaK KakK 3TO MOXeT MPMBECTU K KOHTaMMHauun paboymx MNOBEPXHOCTER WU
060pyaoBaHus.

O6Lwune pekoMeHAaLMM U Mepbl NPeLOCTOPOXXHOCTM NPWU NPOBEAEHUW aHan3a:

PHO3: MpounTainTe 3TUKETKY Nepes NCNo/b30BaHUEM.

P201: MNepen ncnonb3oBaHMeM 03HAKOMbTECH CO CrieyuanbHbIMU UHCTPYKLUAMMU.

P301+P330+P33L, MNMpun npornarswaHnm: NponoaockaTb poT. He Bbi3biBaTb PBOTY.

P305+P351+P338: lMpu nonagaHMW B rnasa: NPOMbITb rnasa BOAOK B TeYEHWE HECKONbKUX
MUHYT. CHMMWUTE KOHTaKTHble JIMH3bl, €CIM OHW €eCTb, W 3TO Nlerko cpenatb. [lpogomkaiiTe
NMPOMbIBKY.

P401: XpaHUTb B COOTBETCTBUM C YKA3aHHbLIM Ha YMaKOBKe TEMMNEPaTyPHbIM PEXUMOM,

P410: 3awmwaTb OT CONTHEYHOrO CBeTa.

7 OBOPYOAOBAHVME W MATEPUWAJIbI, HEOBXOAUMBLIE A4 TMNPOBEJEHNA
AHAJTN3A

JononHuTtenbHble MaTepuansl M o06opyAoBaHMe, He BXOAAT B KOMMJIEKT MOCTaBKM,
npuobpeTarTca OTAENLHO,

1) ®unbTp-KapTbl, HaNpUMep:
- «Kapta Whatman PTA Card gns XpaHeHMs U TPaHCMOPTUPOBKM 6GMOMOrMYEecKoro
maTtepuana, ¢ npuHagnexHoctamm» (PY Ne P3H 2016/4591)
- KapTa gns cbopa obpasyos 6uomatepuana ("AHK-kapta™) no TY 9398-256-98539446-
2015 (PY Ne P3H 2016/4615)
- KapTta gnsa 3abopa u TpaHCMOPTUPOBKN GUONOrnyeckoro Matepuana no TY 9398-001-
63802255-2016 (PY Ne P3H 2017/6431)

2) TMLUP-60Kc 1 knacca, OCHalleHHbIA BGaKTEPULMAHBIM MNPOTOUHbIM Y P-peUnpKYyNaToOpoM
BO3AyXxa, HanpumMep, «boKC And YncTbixX paboT» (Hanpumep, PY Ne P3H 2023/19369).

3) Tepmouuknep ¢ «ropsyein KpbIWKON» C BO3MOXHOCTb Harpeesa npobbl o 99°C,
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BO3MOXHOCTb Harpesa 1pbnuku o 105°C, Hanpumep, «TepMoLuKnep 418 aMnanpukalmm
HYKNenHoBbIx kucnot T100 (T100 Thermal Cycler)» ®C3 2012/12788; «TepmocTtat
3NEeKTPUYECKNUI ANs NpoBefeHUs nonumepasHol uenHoi peakuum (MUP) AHK Veriti
Thermal Cycler, ¢ npuHagnexHocTaMmu» (PY Ne ©C3 2011/09244).

4) Mpubop ans MLUP B peanbHOM BpeMEeHW, OCHaLlEHHbI KaHanamu geTekumn PAM /
SybrGreen, ROX / TexasRed, JOE / HEX, Cy5 c BO3MOXHOCTbH MNpOBeAEHUS
OTHOCUTENbLHOTO KOMIMYeCTBEHHOro aHanusa unm metoga AACt. Habop BanuauposaH co
cnegytowmmMmy npuéopamum:

- AMNAnUKaTop AeTekTupyowmnin «ATnpainm» no TY 9443-004-96301278-2010 5M1,
5M3, 5M6, 5X1 (PY Ne ®CP 2011/10229),

- AMnandgukatop HyknemHoBbix KucnoT Applied Biosystems QuantStudio 5 ¢
rmépuan3aLMoHHO-PNYyopecUEeHTHOW aeTekuuneld npoayktoB MMLP B pexume peanbHOro
BpeMeHun (PY w P3H 2019/8446)

5) LeHTpudgyra gna mumkponpobupok / nnaHweTos LleHTpudyra-sopTtekc gna MLP
nraHwertos, npurogHaa Aana 96-nyHouyHbix TILUP  nnaHWeToB wAM  HacTo/bHasA
MUHULEHTPUPYra AN MUKPONpoobupok microspin, Hanpumep, «LleHTpudgyra/soptekc
Kom6ucnuH FVL-2400N» ( Biosan) (PY Ne @C Ne2005/514)

6) J[lo3aTop MUN”TOYHbLIA BapbMpyeMblil 0fHOKaHanbHbIn, TOCT 10223-97 knacc 0,2 O6bem
fosupoBaHug 0,1 ... 1 MKn,

4 7) [o3aTop NWMNETOYHbLIA BapbUpyemblli O0AHOKaHanbHbli, [FOCT 28311-89 O6bem
posvposaHua 0,5 ... 10 mkn,

8) [o3aTop NWUNETOYHbLIA BapbMpyemblli OfHOKaHanbHbIl, [OCT 28311-89 O6bem
fosvposaHusa 20 ... 200 mkn,

9) [lo3aTop MNMMNETOYHbIA BapbuMpyemblidi Of4HOKaHanbHbld, [OCT 28311-89 O6bem
posuposaHua 100 ... 1000 mkn,

10) HakoHe4YHMKM K nuneTkam [lonyaBTOMaTM4YeCcKMe C  aspo30/ibHbIM  Gapbepom,
cepTugmnumpoBaHHble Ha oTcyTcTBue AHKa3, Hanpumep, «HakoHeYHUKK A4Na 403aTOPOB B
wraTmee 1 6e3 wratmea» 0,5-10 mkn ®C3 2012/12495 (Guangzhou Jet Bio-Filtration Co),
«HakoHeyHUK gna gosatopa» 100 mkn, 300 mkn, 1000 mkn (Yancheng Huida Medical
Instruments Co) (PY Ne ®C3 2011/10017)

11) YcTpoicTBO And  NPo6MBKM 00pa3LoB MNATEH BbICYLIEHHOW KPOBWM PY4YHOU wnu
aBTOMaTUYeCKNin (MaH4yep) C BO3MOXHOCTb BbIOMBaAHUS KpPYXKa AuameTpom 3,2 MM,
Hanpumep, Bannak DBS naHuep M3 (PY Ne P® Ne 2000/776)

12) XonoaunbHuk, ot 2 go 8 °C

13) Mopo3unbHas Kamepa, 0T MAUHYC 22 0 MuHyc 18 °C

14) Mukponpo6bupkn ans NpUroToBneHNs mactep-mukcos Ana MLP He KOHTaMUHUPOBaHHbIE
OHK, AOHKasamu w»n PHKasamu, o6vemom 15 mn wam 2 wmAa, NpurogHele Ans
LUeHTpugyrnpbeaHua, Hanpumep Mwukponpobupka, B TOM 4YuUCNe [ANA KPUOXPaHeHUs
(PY Ne #C3 2011/09223)

15) WTtatBbl 418 MUKPONPo6upok Ans obvema 1,5 mn

16) KomnbloTep, OCHalWlEHHbIA  Kabenem, MpPUroAgHbIM Ana  coeguHeHuss ¢ TMLP-
aMnIngpUKaTopoM U COBMECTUMBbIA C NpOrpaMMHbIM 06ecneyeHnem

8 VH®POPMALIMA OB YCJ/TOBUAX, HEOBXOANMbIX ONA CBOPA, OBPABEOTKW U
noaroToBKM OBPA3LIOB

[Ona  aHanuMsa WUCMNOMb3YKOTCA CyXme nATHA KPOBU Ha @QuAbTp-kapTe. B3dATne Kposu
HOBOPOXAEHHbIX [ANA MOMIy4YeHUA CyYXOro nATHa KPOBM OCYLLECTBAAKT B COOTBETCTBUM C
peKkoMeHzauMamMm no 3abopy KpPoBM NMpW MPOBELEHUN MacCOBOro 06C/efloBaHNA HOBOPOXAEHHbIX
AeTel Ha HacneAcTBeHHble 3aboneBaHua (MpunoxeHne Ne 2 K [Npukasy MwuHuUcTepcTBa
30paBOOXpaHeHua u coumansHoro passutua PP ot 22 mapta 2006 roga, Ne 185 «O maccosom
obcnefoBaHUM  HOBOPOXKAEHHbIX [feTel Ha Hac/leACTBEHHble 60/1e3HM») U UHCTPYKUUAMU
npoun3BoANTeNe K ByMaXKHbIM (PMNbTP-KapTam.

& 000 LMPMM (2] INFO@CIRMI.RU & WWW.G0SZDRAVNADZOR.RU



PekoMeHAYyeTCA HaHOCUTb KPOBb Ha (MNbTP-KapTy B COOTBETCTBME C OrpaHuyumBaroLlel
pa3mMeTKOW, Mpu 3TOM KpPOBb A0/MKHA NponuTaTh 6ymary HackBo3b. [1ocne HaHeceHMs KpoBW PUIbTP-
KapTa BbICYLUMBAeTCA B FOPU3OHTA/IbHOM MOIOXKEHUN HA YMUCTON CYyXON NOBEPXHOCTU He MeHee 2
yacoB 6e3 NpYMeHeHUa LOMONHUTENIbHON Ten0B0ON 06paboTKy.

Ana  nonyyeHuMs  cyxoro nsTHa AOMyCKaeTCs  WMCMNONb30BaHMe  o6pasya  LebHOl
nepugepmnyeckon Kposu, npeaBapuTeNlbHO 3abpaHHOW B  NPOBGMPKY C  aHTUKOarynsHToMm
aTuneHgmaMmunHTeTpaauetatom (34TA). MNocne 3a6opa KpoBN HEOOXOAMMO MepeBepHYTb NMPO6GUPKY
2-3 pasa gns nepeMellvBaHWA KPOBU C aHTUKOArynsHToM. JonyckaeTcs TpaHCNOPTUPOBaHWE W
XpaHeHne 06pasL0B LieNIbHO KPOBM B Npobupkax npu Temnepatype oT +2°C go +8®C go 3-X CYTOK.
JlonyckaeTca 3amopaxumBaHWe M XpaHeHMe KPoBW B npobupkax npu Temnepartype oT -10°C go -30
°C.

BHUMAHWME! He ponyckaeTcsi McMnonb3oBaHWe KPOBW, 3abpaHHOM B MPOGUPKY C
aHTUKOArysisHToOM rernapviH.

TpaHCMOpTMPOBKA W XpaHeHWe o06pa3yoB Ha (UAbTP-KapTax Mocne BbICYLIMBaHUSA
MPOBOAWUTCA B COOTBETCTBUM C WHCTPYKUMAMU npounssoguTeneii. Cpok XpaHeHUs TecT-6/1aHKOB
pernaMeHTUpPyeTcs MeTOAMYECKMMU peKoMeHaaunsaMn «MeToq nonyyeHMUs Cyxoro naTHa KPOBU Ha
TecT-6naHK Ana NpoBefeHUs KAWHWUKO-N1abopaTopHbIX uccnefoBaHuii»/Accoumnaumns MeauLUHCKUX
reHeTUKOB. POCCMINCKOe 00LLLECTBO HEOHATONOroB. 2022 T.

Ana aHanusa obpasua M3 061acTM (UNLTP-KapTbl, MPONUTAHHOW KPOBLIO C ABYX CTOPOH, C
MOMOLLbID PYYHOrO WAM aBTOMATMYECKOro naH4yepa BblOMBaeTCs AMCK AuameTpom 3,2 MM B
nNpo6upkKy Ana ganbHelwero sbleneHns AHK.

9 TPOBEAEHVE AHAJIN3A
9.1 BeblgeneHvie AHK 13 Cyxux NATEH KPOBU Ha (PUNBbTP-KapTe.

1 TlpurotoButb 1x pacTBop And anwouumn, passegd 100X pactBop ANA 310OUUM C MOMOLLbHO
amnynupoBaHHOW UM GUANCTUNNNPOBaHHON BoAbl 1:99 n3 pacyeTa 250 MKA 1x pacTBopa Ha npooby.

PaccumtaTb KOAMYecTBO 1x pacTtBopa Ans 3M0UUKM, HeoOXOAUMOro [ANA 3KCMepMMeHTa, no
(hopmyne:

2,5*(n+1) mkn KOOX pacTBopa A1 anwouuu + 247,5*(n+1) MKn BoAbl,
rae n- Konm4yecTso o6pasuos

2. C nomoLllblo MaHyepa BblOMTb M3 CYXOro MSTHa KPOBU KPYXOK AMamMeTpoMm 3,2 MM B NIYHKY
96-NyYHOYHOro naaHweTa nnn Npobupky o6vemom 0,2 mn.
BHUMAHWE! nepen BblouBaHMeM o6pasua Cyxoro nATHa PeKOMeHAYeTCs caenatb
HECKO/IbKO BbICEYEK Ha YMCTOM MecTe NncTa uNbTPOBa/IbHOM Bymaru, Ansi CHUKEHUS pyUcKa
NepeKpPecTHOM KOHTaMMHaLU M 06pasL/oB

3. [Ao6aeutb 100 MKn 1x pacTBopa.

MHKybupoBaTh B TeueHne 15 MUHYT NPY KOMHATHOW TemnepaType.

MepeMeLaTb, ABaXAbl MUNETUPYA XUAKOCTb, 3aTeM YAanuUTb Kak MOXHO 60/bLUe XULKOCTHU.
MosTopUThL N. 3-5.

[06aBuTb 50 MKN 1x pacTBopa, y6eanBLINCH, YTO (UALTP MNOMHOCTbIO MOrPYXXEH.

© N o o

3aneyaTaTb MaHLLeT Uan 3aKpbiTb NPOBMPKK, COPOCUTL Kanau Ha LEeHTpUQyre,

9. HarpeTb 06pa3ubl B TedeHne 15 MUHYT npu TemnepaType +99°C B TepMOLMKIEpe C «ropsAYei
KPbILLKOM».
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Mpyn Heo6XoAUMOCTK BblgeneHHble obpa3subl AHK xpaHuTb npun 4°C He 60nee 4 Heaenb (Npwu
nepecbiXxaHMmM/McnapeHum MOXHO [06aBUTb  amMnyIMPOBaHHOW BOAbl A1 WHbEKUWA UK
ounancTunanpoBaHHoi Boabl 10-30 MKn)

9,2 TloarotoBKa K noctaHoBKe lNLP B pea/ibHOM BpeMeHU

1. Kaxpgbln obpasey AHK aHanusmpoBaTb ABaxAbl. NS KOHTPONA KayecTBa MapaniefibHO
aHanu3npyembiM o6pa3uam nposecTy aHanus obpasuos AHK, Bxoaswmx B Habop.

2. Pasmopo3nTb MasterMix. [Mlocne pasmopaxuBaHus CO6POCUTL Kanau Ha LeHTpudyre,
nepemellaTb MSFKUM BOPTEKCOM W/MAW NUMNETUPOBAHMEM.

3. OTob6patb B oTAeNbHYO Npobupky (A) HeobxoamMmMoe KonuvecTso MasterMix n3 pacyeta 17,6
MK/ Ha obpasel, C 3amacoM paBHbIM anMKBOTe Ha 2-4 [OMONHUTeNbHbIX 06pa3ua. OcTaTku
MasterMix xpaHuTb npu muHyc 20°C.

4. K MasterMix B npobupke A fo6asutb MNMonumepasy n3 pacyeta 0,4 MK Ha Kaxable 17,6 MKn
MasterMix. TwaTenbHO nMepemelwlatb [rOTOBYHD CMeCb Ha MACKOM BOPTOKCE UK
nuneTuposaHnemMm. OcTaTku MNMonnmepasbl XpaHUTbL Npu MuHyc 20°C.

BHAMAHWE! T[Monuwvepasy cnegyeT AoctaBaTb M3 MOPO3W/IbLHOWM  Kamepbl
HenocpeACcTBEHHO Nepes UCMNob30BaHVEM

5. B kaxgyw npobupky ana MNMLP-PB (uan nyHKy nnaHweTa) packanatb no 18 MKA roToBoW
cmecu. [lanee packanaTb Bce 06pasubl B 2 noBTopax (No ABe NpOGUMPKU/NYHKM MnaHLweTa Ha
ofvH obpasewy) n 06pasubl KOHTPONbHLIX AHK (AHK SMN1 del/del, AHK SMN1 +/del, AHK
SMN1 +/+) no 2 wmkn, B nocnegHue 2 npobupkum He pob6aenate AHK (KoHTponb Ha

KOHTaMnHauuo).

BH/MAHUWE! CobntopanTe aKKypaTHOCTb COOTBETCTBMUA MapKNPOBKM
NPOOMPOK/NYHOK MMaHLLETa, NPUMEHSIEMbIX B aHa/IM3e, U CBELEHWI B CUCTEMEe peructpaumu
06pasLioB.

6. YpanuTe Kanau co CTEHOK Npo6bupok/niaHwweTa LeHTpUgyrnpoBaHmnem.
7. TMomectnte npobupku/nnaHiieT B npnoéop ansa MLP B peaNbHOM BPpeEMEHM.

8. [eTekumsa (nyopecLeHTHOro cCMrHana AOo/XHa NPoBOAUTCA NO KaHanam Ansg hayopoopos
1 PAM / SybrGreen, ROX / TexasRed, JOE/HEX, Cy5

9.3 TpoegeHue MNLP B peasibHOM BpeMeHU Ha npubopax Applied Biosystems QuantStudio 5
9.3.1 T[lapameTpbl onpeaeneHna
3afaTh cnefytowme HacTpoinky npubopa:
1) Twn aHanmsa- Comparative Ct (AACt)

2) Ycnosus peakuuu (Bknagka «meton» (Method):

npeABapuTeNbHas 1w .
[leHaTypaums
amnamdgukalms 94°C - 10 cek
40 LMKNOB. 62° - 25 ceK - CUMTbIBaHWE CUTHana
72° -15 cek

3) B0 BKnaAKe MuULLIeHn 1 06pasupbl:
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3apgaTb MULLEHW, Neperfa Ha CTpaHWUUY paclinpeHHbIX HacTpoek: SMN1 - FAM, TREC -
VIC, KREC - Cy5, petepeHc - ROX.

MoanucaTtb 06pasLbl.

Y6paTb 3agaBaemblii no ymonyaHuio pedepeHc (ROX), un BbiGpaTb B KayecTse
9HAO0TreHHOr0 KOHTPONS pedepeHCHbIN reH, a Takke ykasatb JHK SMN1 +/+ B kayecTBe
pegepeHCHOro obpasua.

4) 3anycTuTb NPOTOKON Ha Npubope, HaxXaB KHoNKy «CTtapT» (Run)

5) o OKOH4YaHMIO amMnanukaumMy Ha BKNafKe «Pe3ynbTaTbl» HaXaTb KHOMKY «AHann3»
(Analyze) n Bo BcnnibiBatowieM okHe «Amplification plot» NpoBepuTb MOPOroBble YPOBHU
ANA Kaxou MuweHn. Mpy Heo6xoaMMocTn ybpaTth rafiouky ¢ aBTOMaTUYecKoro Bblbopa
MOPOroBOro YPOBHS U 3a4aThb A1 MOPOr0OBbIX YPOBHEW CneAyouLme 3Ha4YeHus:

- SMN1-- 15000-25000
pegepeHc45000-65000

- TREC-2000-4000

- bCREC -- 2000-4000

BHVUMAHWE! Q(h(heKTUBHOCTb peakuynmn MOXXET HEMHOIO BapbnUpoBaTb B 3aBUCUMOCTH
OT NapTuu, NO3TOMY BbICTaBNSATb MOPOrOBbLIN YPOBEHb (hyopecueHunn cnegyeTt, onmpascb Ha
cneflyroline yTBepXAeHNSA:
1. MoporoBbIi YpOBEHb [0/MKEH NpPeBbIWaTh POHOBYI (hyopecLeHunto, T.e. (hayopecLeHL
Ha paHHUX UMKNax [0 3KCMNOHEHUMaNnbHOro pocTta KpuBbiX amnaugukaumm (gna SMN1 u
peepeHCHOro reHa MOPOroBblli YpPOBEHb [AO/MKEH MpeBblwaTb (yopecueHumMto, KoTopas
Habntogaetcs fo 20 yukna, gna TREC n KREC - go 28 yukna).
2. CpegHune 3HavyeHna Ct 4ONMXKHBI COCTaB/ATh:
-27,5 pna ROX,
26.5 pna FAM,
315 pna VIC,
32 pna Cy5.

6) [lMocne BbICTaBNeHUS MOPOroOBbIX YPOBHEN HaxaTb KHONKY «AHanu3» (Analyze) ans
nepepacyeTa 3Ha4eHU C y4eTOM BBefEHHbIX NapaMeTpoB.
9.32 WVHTepnpeTaymsa pe3ynbtaTtoB nccneposaHnsa 7 ak3oHa reHa SMN1;

[ns nonyyeHusa pe3ynbTatoB aMnivuKauum OTKPbIBaEM BO BKajke «Pe3ynbTaTbl» OKHO
«IKCNpeccus reHos».
B Tabnuue pe3ynbTatoB CMOTPUM MoKaszaTenb RQ.
- PesynbTat aHanusa nonoXuTenbHblin (06Hapy>xeHa CMA), ecnn noporosbii uukn (Ct) n RQ

no kaHany getekuun FAM He onpegengetcsa npu ycnosumn Ct no kaHany getekuymn ROX <31.

- Pe3ynbTaT aHanm3a NonoXuTeNbHbIA (06HapYXXeHO reTepo3nMroTHoe HocuTenbcTtBo CMA),
ecnim RQ pasHo 0,5%0,2.

- PesynbTat aHanmsa otpuyatenbHblin (CMA He o6HapyXeHa), ecnm RQ ana obpasua 6yaer
paBHbIM 1+0,25 (gns 2 konwuid), 1,5+0,25 (ans 3 konuit), 20,25 (ans 4 konuin).

- Pe3ynbTaT aHanu3a HeBaaMHbIA:
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1) ecnun ansa gaHHon npo6bbl Ct(ROX)> 31.

2) ONA faHHOM npobbl OfHAa anuMKBOTa MOKasana MOMOXMWTENbHbLIA pe3ynbTar, a BTopas -
oTpuLaTeNbHbIN.

B atom cnyuyae TpebyeTcqa noBTopHas noctaHoBka lMLIP ¢ gaHHbIM 06pasyomM uay NMOBTOPHOE
BblaeneHve obpasya;

- Pe3ynbTaT aHanm3a COMHUTENbHbIA:

1) Ecnv B pe3ynbTate NpoBefeHNs OTHOCMTENbLHOIO KOMMYECTBEHHOI0 aHanmsa unm metoga AACt
3HayeHne RQ pans o6bpasya O6yaeT nexatb B guanasoHe oT O go O, 3, a TakXe WMETb
NPOMeXyTouHble 3HaveHunsa (o1 0,7 go 0,75).

2) Ecnn kpuBble amnanpuKkauum NMeT HeCTaHAAPTHY (opmy.

3) Ecnn pasHuua B Ct mexay AByMs NOBTOPHOCTSIMW OAHOr0 06pa3ua >1.

B aTux cnyyvasx Tpebyetcs noBTopHas noctaHoska MLUP ¢ gaHHbIM 06pa3LoM UAn NOBTOPHOE

BbleneHne obpasua.
Pesynbtat TLP-nccnegosaHna cyMTaetcd [LOCTOBEPHbIM, €C/IN MOJIyYeHbl MpaBU/bHbIE
pe3ynbTaTbl 4N NOMIOXKUTENbHOIO M OTPULATENLHOTO KOHTPO/EH aMnanguKaLuu.

9.3.3 WHTepnpeTaymnsa pe3ynotatosB nccnepgosaHns TREC:

[nsa nHTepnpetaunn pesynbTaToB peKOMeHAYeTCa UCnonb3oBaTb nporpamMmmy Excel nnm
Apyroe nporpaMmHoe obecneyeHue, npefHasHa4yeHHoOe 4NA MaTeMaTU4eckoro obcyerta AaHHbIX.
3kcnopTupyiTe (BKNagka Export) gaHHble U NPUMEHNTE K KaXkaoi npobe pacyeT no dopmyne
(1) pna kaHanos getekumn TREC(VIC) n pethepeHc (ROX), ucnonb3ys 3HavyeHns Ct mean.
Konnuectso konuii =10 t(RO-ct(vic))/2)+20000 (1)

rae Konnyectso konuid - uncno konuin TREC Ha 10" nelikoynToB

Ct(ROX) - noporoBblii UMKN pethepeHCHOro reHa,

Ct(VIC) - noporosblii uukn TREC,

Pe3ynbTaT aHanm3a «HoOpMa» Mpu 3Ha4YeHMmn yncna konuin TREC Ha 10" neitkoumTtoB> 350;

Pe3ynbTaTt aHanm3a «BbICOKUA PUCK UMMYHOAEMULUNTHBIX COCTOAHUIA» MPU 3HAYEHUMN Yncna
konuii TREC Ha 10" neiikounToB MeHbLe 120

Pe3ynbTaT aHann3a COMHUTENbHbIN: Npy 3Ha4YeHUM yncna konuii TREC Ha 10" neilkoynToB OT
120 go 350

PesynbTaT aHann3a'HeBanuaHbI, ecnv ana gaHHoi npobbl Ct(ROX) >31.

B 3Tom cnyuyae Tpebyetcs moBTOopHas noctaHoeka MLP ¢ gaHHbIM 06pa3yoM wav NMOBTOPHOE
BblAeneHne obpasua.

BHVMMAHWME! Pe3ynbTaTbl MCCNefoBaHWA Ha NEpPBUYHbIE MMMYHOAE(ULUUTBI MOTYT
ObITb WMHTEPNPETMPOBAHbI TONILKO B KOMMJEKCE C APYTMMW WUCCNef0BaHUAMMW, BO3PacTOM
HOBOPOSIAEHHOI0 Y KNMHNYECKON KapTUHOM.

9.3.4 WHTepnpeTauna pesynbtatos uccnegosaHna KREC:

Ans uHTepnpeTauun pe3ynbTaTOB PEKOMEHAYeTcs WUCMoNb30oBaTb nporpammy Excel wnm
ApYyroe nporpaMMHoe obecrnevyeHue, npeAHasHauYeHHOe A1 MaTeMaTUYECKOro 06cUeTa JaHHbIX.
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3kcnopTupyiiTe (BKnaaka Export) gaHHble U NPUMEHNTE K KaXKA0W npobe pacyeT no opmyne
(2) pna kananos getekumn KREC (Cy5) u pethepeHc (ROX), ncnonbsys sHadyeHus Ct mean.

KonnyecTtso Konuit 2)

rae Konnyectso konuii - yncno konuii ICREC Ha 10" neiikounToB

Ct(ROX) - noporosblil LUK pedepeHCHOro reHa,

Ct(Cy5)" noporosblit unkn KREC.

PesynbTaT aHanmn3a «HOpma» npu 3HavyeHumn ymncna konnin KREC Ha 10" nelikountos> 450;

Pe3ynbTaT aHanmM3a «BbICOKUIA PUCK MMMYHOAEPULUTHBIX COCTOAHWUI» MPU 3HAYEHUW YMcna
konuii KREC Ha 10" neiikouMToB MeHblue 150

Pe3ynbTaT aHanm3a COMHUTENbHbIW; NpK 3HaYeHMn yncna konuihi KREC Ha 10" neiikouuToB OT
150 pgo 450

Pe3ynbTaT aHanm3a HeBa/MAHbIN, ecnn ana gaHHoin npobbl Ct(ROX) >31.

B atom cnyuae Tpebyetcs noBTopHas nocrtaHoska MMLP ¢ gaHHbIM 06pa3uom WamM MOBTOPHOE

BbleneHne o6pasua.

BHUMAHWE! Pe3ynbTaTbl WUCCNeAOBaHUS Ha NEPBUYHbIE UMMYHOLEDUUNTbI MOTYT
OblTb MHTEPMpPeTUpPOBaHbl TO/LKO B KOMMNJIEKCE C APYrUMW UCCMefOoBaHUAMU, BO3pacToM
HOBOPO™KAEHHOI0 N KJIMHUYECKON KapTUHOMN.

9.4 TposeaeHne HLLP B peanbHOM BpeMeHn Ha npubope ATnpaim
9.4.1 MapameTpbl onpege:neHus
3agatb cnefyole HacTpoliku npubopa:

1) Twn aHanusa- MynbTunnekc, metod - Moporoeblii.

2) Tpobupku - obpaseL.

3) O6bem pabouein cmecn - 20 MK.

4) dnyopogopsl - Fam, Hex, Cy5, Rox (BK).

5) lMporpamma amnanukaymm:

npeaBapuTeibHas

1 uumkn 95 °C - 5 MuH
JeHaTtypauus
amnangurkaums 94°C - 10 cek
40 umMKnos 62° - 25 ceK - cUYMTbIBaHWE curHana
72° -15 ceK

6) [o6aBUTb TECT: YKa3aTb KOM4ecTBO 06pasuos. Ay6nu; 2.

7) Haxartb KHONKY «CTapT»
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8) Tllo oOKOHYaHUM amnanuKauum npoBepuTb MNOPOroBble YPOBHWU  (hyOpecueHLmm

PekomeHayeTCs 3afaTb A5 NOPOrOBOr0 YPOBHS aMNAN(UKaLMM MULLEHEN CcheayloLine
3HaYeHuns:
Fam 120
Rox -- 280
Hex ~ 50

- Cyb5-~10

BHVMMAHWE! 3¢ (heKTUBHOCTb peaKLnn MOXET HEMHOTO BapbUpOBaTb B 3aBUCUMOCTH
OT napTuKW, MNO3TOMY BbICTaBASATb MOPOrOBbIA YpPOBEHb (yopecueHUUn cnegyeTr 4YToObI
cpegHue 3HayeHua Ct cocTaBnanu:
--27,5 pna ROX,
26.5 pna FAM,
31.5 gna VIC,
32 pns Cys5.
Mpu oTANYMK cpefHMX 3HadYeHUn Ct aMNMPUYECKUM MNYTEM CKOPPEKTUPYNTe 3ajaBaemble
3Ha4YeHUss MOPOroBOro YPOBHS MULLEHEN.

9.4.2 WHTepnpeTauuns pe3ynbTaTtoB UCCNEA0BaHNA 7 3K30HA reHa SMN1:

Onsa wvHTepnpeTauuMy pe3ynbTatoB PEKOMEHAYETCA uCnonb3osBatb nporpammy Excel wnm
4pyroe nporpaMMHoe obecrnevyeHue, npefgHasHauyeHHoe A1 MaTeMaTU4yecKoro obcyeta faHHbIX. Ad
NHTepnpeTaynmn pesynbTaTtoB UccnefoBaHna 7 ak3oHa reHa SMN1 yunTbIBalOTCA CUIHasbI MO KaHany
FAM n ROX

SKCNopTUpyinTe faHHble Y NPUMEHUTE K KaXAol npobe pacyet no gopmyne (3) unm (4):

1) ecnu agppekTUBHOCTL amnandukauum no FAM n ROX coBnagaert:
RQ_Z—vma 3)

Ipe:

AAC/=NC/(obpasua)-AC/{koHTpons SMN1 +/+)

Aa(obpasua)=a(FAM)“a(ROX)

AC/(koHTpons SMN1 +/+)=Q(FAM)-Q(ROX)

2) ecnu athheKTUBHOCTU amnandumkaunum pasnudatotcs 6onee, yem Ha 5%
(4)

oe E - ath(peKTUBHOCTL aMnanuKauunm:

AQ(FAM)=QfMA/(koHTponss SMN1 +/+)-AQ 7d (06pa3ua)

AQ(ROX)="Q/fOA'(koHTponss SMN1 +/+)-AC/gox (o6pasua)

RQ=1 - Hopma

RQ=0,5 - Hocutenb

- PesynbTaT aHanuMs3a NONOXWUTeNbHbln (06HapyxeHa CMA), ecnm RQ =0 wnm He

onpegensetcs.
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- PesynbTat aHanmsa NONOXMUTENbHbIA (06HApYXXEHO reTepo3nroTHoe HocuTenbcTeo CMA),
ecnm RQ pasHo 0,5+0,2.

- PesynbTat aHanusa oTpuyatenbHblin (CMA He o6HapyXeHa), ecnm RQ ans obpasua 6yget
paBHbIM 10,25 (ana 2 konuii), 1,5+0,25 (ana 3 konuin), 2+0,25 (ana 4 konuin),

- Pe3ynbTat aHanun3a HeBalNAHbLIN;

1) ecnu gnsa ganHol npobbl Ct(ROX) >31.

2) ONA [JaHHOM npobbl O4HAa anuMKBOTa MOKasana MNOMOXMUTE/bHbIA pe3ynbTar, a BTopas -
oTpuLaTeNbHbIN.

B aTom cnyuae Tpebyetca nosTopHas noctaHoBka [MLLP ¢ gaHHbIM 06pasyoM WaM MOBTOPHOE
BbLUENEHNe 06pasLa;

- Pe3ynbTaT aHann3a COMHUTENbHBIA:

1) Ecnu 3HaveHne RQ ana obpasua Oyget nexaTb B guanasoHe ot O go 0,3, a Takke UMETb
NPOMEXYTOUHbIe 3HavyeHunsa (0T 0,7 go 0,75)

2) Ecnun kpuBble amnanuKaunum MMerT HeCcTaH4apTHYO hopmy.

3) Ecnu pasHuua B Ct Mmexay ABYyMS MOBTOPHOCTSAMKU 0A4HOro o6pasua >1.

B aTux cnyyasx TpebyeTca noBTOpHas noctaHoBka MLP ¢ gaHHbIM 06pa3LoM UamM NoBTOPHOE
BbleneHne obpasua.

Pesynbtatr T[MLP-uccnegosaHnd cyMTaeTca [OCTOBEPHbLIM, €CAN MOAYYeHbl NpPaBU/IbHbIE
pe3ynbTaTbl 415 NONOXKUTENbHOIO U OTPULATENIbHOTO KOHTPO1eRn amnangukaymm.

9.4.3 WHTepnpeTtaymna pesynotatos uccnegosaHma TREC

[Ons wnHTepnpeTayun pe3ynbTaToOB PEKOMEHAYeTCAa MCNonb3oBaTb nporpammy Excel wnm
Apyroe nporpammHoe obecnedyeHue, npejHa3HayeHHOe A1 MaTemMaTU4eckoro obcyeTa faHHbIX. Ang
UHTepnpetTauuy  pe3ynbTaTtoB uccnefoBaHms TREC  yuuTbiBalOTCA  CUMHalbl N0 KaHanam
thnyopecueHumn HEX n ROX, cm n. 9.3.3

9.4.4 WNHTepnpeTayuuns pesynbtatoB uccnepgosaHns KREC:

Ona wHTepnpeTtauuy pe3ynbTatoB PeKOMEHAYeTCAa MWCMnosb30oBaTb nporpammy Excel wnm
Apyroe nporpaMMHoe obecneyeHue, npefgHasHavyeHHoe A1 MaTeMaTuyeckoro obcyerta gaHHbix. [Ans
nHTepnpetauum pesynbTatoB uccnegosaHma TREC yumTbiBalOTCA CUIHanbl MO KaHanam
thnyopecueHumn Cy5 n ROX, cm n. 9.3.4

10 KOHTPO/JIb KAYHECTBA

KOHTponbHble MaTepuasnbl, BXOAALLME B COCTAaB Habopa peareHTOB, He UMEKT MPUMUCAHHOTO
3HaYeHUs W UCMONb3YKTCA TOMbKO A1 OLEHKM MPeun3MoHHOCTM Mpoueaypbl U3MepeHus, ee
NOBTOPAEMOCTU WMAN BOCMPOM3BOAUMOCTM (KOHTPONbHbIE MaTepuasnbl NPeunu3noHHOCTA), K HUM He
npumMmeHuMbl TpebosaHnsa FOCT ISO 17511-2011.

[ns OUueHKN NpaBUILHOCTW ONpeaeneHns NPoBOAMTCA KOHTPO/b:

Ha KOHTaMMHauuto: B ABYX MOCNefHMX Npobupkax wratusa (NyHKax nnaHweTa) npoBogsAT
BCE CTaAuu npoBefeHus aHanusa 6e3 gobasneHuna JHK

O6pasubl AHK: OHK SMN1 del/del n AHK SMN1 +/del, Bxogsuine B Habop peareHTOB
MCNONb3YHTCA ANA KOHTPONA FOMO3UTOTHOW U reTepo3nroTHOM geneyuii npu aHanmse Ha CMA.

OHK SMN1 +/+ ncnonb3yeTca B Ka4ecTBe KOHTPONLHOIO MaTepuana 340p0BOro 4enoBeka.
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KOHTponb NpoBOAUTCA MOCTAHOBKON KOHTPO/bHLIX 06pa3LoB M aHannW3 BCeX peareHToB 6e3
nob6asneHna AHK no metoamke, ykasaHHOM B N. 9.2 ¢ uHTepnpeTaunein no ykaszaHusam n. 10

11 YMAKOBKA
11.1 NuameupayanbHas ynakoBkKa KOMNOHEHTOB Habopa peareHTOB

Bce KOMMOHeHTbl Habopa peareHTOB ynakoBaHbl B WHAMBWUAYANbHYIO  YMaKOBKY:
nonunponuaeHosble npboupkn o6vemom 05 MA wam 2 MA C BWUHTOBOW TOP/JIOBUHON MU
3aBUHYMBAOLLMMUCS KPbILLKAMW:

Ha Kaayt npobupKy HakneeHa 3TUKeTKa CaMOK/eAWwasncs, Ui aTukeTka n3 bymaru nucuei
no FOCT 18510-87 ¢ MapKMPOBKO.

11.2 MoTpebuTenbckas ynakoBka Habopa peareHToB

MoTpebuTenbckas YynakoBKa npeacTaBnseT cob6oid 2  KOpobKM M3  KapToHa Ans
notpebuTtenbckoi Tapbl o FOCT 7933-89:

Kopo6ka Nel pasmepom 130X75x25 MM (£3 MM), COAEPXMUT NOXEMEHT M3 MOAUNPONUIEHa
pasmepom 128x73x15 mMm (£3 MM), B KOTOpPbIA yCTaHOB/IEHbl KOMMOHEHTbI Habopa peareHToB B
nHanBmnayanbHblX ynakoskax: 100X pactBop Ans anwouun; MasterMix; nonumepasa u nacnopt
KayecTsa.

Kopobka Ne2 pasmepom 130x75x25 MM (+ 3 MM), COAEPXMT NOXEMEHT M3 NONUNPONUIEHA
pasmepom 128x73x15 MM (x3 MM), B KOTOpbI YCTaHOBMIEHbl CleAyloLl e KOMMNOHEHTbI Habopa
peareHToB: AHK SMN1 del/del; AHK SMN1 +/del; AHK SMN1 +/+ n nacnopT KayecTsa.

Kopob6ky ¢ HabopaMu peareHToB AO/DKHbI ObITb OK/IEEHbl UK 3aMasHbl B MeHKY Tak, YToObl
OHMW He MOrIN 6bITb BCKPbIThI 6€3 HApYLUEHUSA LLe/IOCTHOCTM YMaKOBKMU.

WHCTPYKUMSA NO NPUMEHEHWNIO BXOLUT B KOMMJIEKT NOCTaBKM Habopa peareHToB.

12 YCNnoBuA XPAHEHWUA W TPAHCIMOPTUPOBAHINA

TpaHcnopTupoBaHue Habopa  peareHTOB  [JO/MDKHO  OCYLLECTBAATBCA  KPbITbIMM
TPaHCMOPTHbIMK  CpeAcTBaMW BCEMW BMAaMU TpaHCNOpTa, KOMMOHEHTbl Habopa peareHToB
TpaHCNOpPTMPOBaTb B TEPMOKOHTeHepax C X/iafjo3fieMeHTaMyW WU B aBTopedpuxepaTopax npwu
TemnepaTtypHOM pexume, COrnacHo yCr0BMAM XpaHeHUs. Bpems TpaHCNOPTUPOBaHUA He OrpaHNYeHo
npu ycnosum cobnofeHna TemnepaTypHoOro pexuma. Habopbl peareHToB, TPaHCNOPTUPOBAHHbIE C
HapyLleHMeM TEMNEPATYPHOrO pexxnma, NPUMeHEHMNIO He NoA/exar.

XpaHeHune

KomnoHeHTbl Habopa peareHTOB B OpPUTrMHa/IbHOMW YyNakoBKe WM3roToBUTeNs B Kopobke Nol
Ccnefyet XpaHUTb Ha CKNage B MOPO3UJIbHbLIX Kamepax npu temnepatype oT MuHyc 30 °C o MUHYC
10 °C B TeueHMe BCero cpoka rogHocTn - 12 MecsLes.

KomnoHeHTbl Habopa peareHTOB B OPWUrMHaNbHOW YyNakoBKe WM3roToBMTeNs B KOopobke Neo2
(«Genome-X SMA/TREC/KREC testing kit» Habop KoHTponei») cnegyeT XpaHWTb Ha CKnage B
XO0NOAMMBHBLIX Kamepax npu Temnepatype ot nawc 2 °C go nnawc 8 °C B TeyeHMe BCEro cpoka
rOAHOCTKN -12 MecALues.

CpoK rofHOCTW BCKPbITbIX peareHToB COOTBETCTBYET CPOKY rOAHOCTW, YKasaHHOMY Ha
3TUKETKax A1 HEBCKPbITbIX PEareHToB.

Habop peareHTOB Noc/se BCKPbITUA HEOOXOANMO XPaHUTb:

MasterMix u nonumepasy B MOPO3U/bHBIX KaMepax Mpu Temnepatype oT muHyc 18°C po
MUHYyC 22 °C. B xoae paboTbl fonyckaeTcs He 60/ee 6 LMKN0OB 3aMOPO3KK / pa3MOPO3KU.

KOOX pacTBOp ANA 3110UUKN - NPU KOMHATHOI TemnepaType oT natc 15°C go nntoc 25°C B
3alLMLLLEHHOM OT CBEeTa MecTe.

OHK SMN1 del/del; AHK SMN1 +/del; AHK SMN1 +/+ - B X0N0oAWNbHUKE C KOHTPOJIEM
YCTAHOB/NIEHHOM TemnepaTypbl Npy TeMnepaType OT MAKC 2-c A0 natc 8°C.
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Habopbl peareHTOB, XpaHMBIUMECS C HapylwleHMeM TeMMepaTypHOro pexuma, B

ﬂOBpe)K,quHOVI ynakoBkKe, He COOTBETCTBYHOLLME OMUCaHWKO MO BHeWHemMy BuAy, C UCTEKLWINM
CPOKOM rogHOCTU NPUMEHEHNIO HE MOANEXaAT.

JKcnnyartaums.

- TeMnepaTypa oOKpy>arolLero so3gyxa nawoc (25+10) °C;
- OTHOCUTENIbHAA BAAXHOCTb Bo3ayxa oT 45 fo 80%;

- aTMocepHoe gasneHune ot 630 fo 800 MM.pT.CT.

13 YTUNN3AUNA

YTununsauumm nognexar Bce H8.60pbl peareHTOB, npuweawine B HENPUrogHoOCTbL, B TOM YNAC/1E B

CBA3N C UCTEYEHNEM CPOKa rogHOCTN.

YTunusaums AO0/MKHA NPOBOAMTBCS B COOTBETCTBMM C  AeACTBYHOLWMMW Ha MOMEHT

yTunnsaynn I'IpaBVI}'IaMVI*I/I TpE6OBaHI/IF|MI/I, BKAKO4aA Tp66OBaHI/IFI MECTHbIX opraHmsaLmM n npaeuna
yTnnnsauynn B faHHOM pPeErmoHe.

B Poccuiickoii deaepauun yTunusauus w3genns OCYLLeCTBNsSeTCs B COOTBETCTBUM C

TpeboBaHuamu CaHlMuH 2.1.3684-21 n MY 287-113.

KomMnoHeHTbl, BXOAsWMWe B COCTaB Ha6opa peareHTOB, OTHOCATCA K Knaccy [ -

TOKCMKO/IOTMYECKM OMaCHbIe 0TXO/bl, KOHTPONSA, BXOASLLME B COCTAB Habopa peareHToB, OTHOCATCS K
Knaccy B - 3MMAEMMONOrMYEcKM oOnacHble OTXOAbl - W AOMKHbI ObiTb YTUAU3NPOBAHbI B
COOTBETCTBMM C IEMCTBYHOLL MM 3aKOHOAATENIbCTBOM Poccuiickoii ®egepaumm.

YTunusaums LoMKHa NPOBOAMTLCA CeLMann3npoBaHHbIMU OpraHn3aLnusaImMu.
YnakoBKa, B TOM YMC/ie U TPAHCMOPTHAas, A0/HKHA YTUIM3NPOBATLCA KaK 0TX0Abl Knacca A -

anngeMmmonornyecku 6e3onacHsble 0TX0/Abl, I'IpVI6]'II/I)K8HHbIe K TBEPAbIM KOMMYHa/IbHbIM OTX04aM.

CnuBbl Habopa peareHToB, o06pasytolMecs nNpu  NPOBeAEHWM aHanmsa  [O/DKHbI

YTUNU3NPOBaTbCA KaK 0TXO0Abl K/lacCa b- ANNAEMNONOTNYECKN ONaCHbIE OTXOAbI.

14 NMEPEYEHb NMPUMEHAEMbIX HALUNOHAJIbHbIX CTAHOAPTOB

FOCT P 51088-2013 - MeguuuHCKMe W3genus Aand AMarHoCTUKWM WMH BUTPO. PeareHTbl,
Habopbl peareHToB, TECT-CACTEMbl, KOHTPO/ibHble MaTepuanbl, MUTaTeNbHblE CpPeabl.
TpeboBaHWA K U3AENUAM U NOAAEPXKMBAOLLE LOKYMEHTAL MWK,

FTOCT P MNCO 18113-1-2015 - MeaguUMHCKMe wu3genna Ans AWarHocTUKKM in  vitro.
MHdopmayms, TllpepoctaBnsemas u3rotoeutenem (Mapkumpoeka). Yactb 1. TepMuHbI,
onpegeneHns n obwne TpeboBaHus;

NOCT P NCO 18113-2-2015 - MeguuuHcKue wsfenua Ans LWArHOCTUKW WH BUTPO.
NHpopmaums, npegocTaBnsemMas M3rotosutesnieMm (MapkmpoBka). YacTb 2. PeareHTbl Ans
OMarHOCTMKW UH BUTPO A5 NMPOMPECCUOHANBHOI0 NPUMEHEHNS;

FOCT P NCO 23640-2015 - WN3penns MefuMUMHCKUE AN AWAarHOCTUKM in vitro. OueHka
CTabuNbHOCTN peareHTOB ANS ANArHOCTMKMK in Vitro;

NIOCT P 51352-2013 - MeguunHcKne wnsgennd ANa LAUMArHOCTUKW WH BUTPO. MeTogbl
NCNbITAHWA;

NMIOCT P WNCO 15223-1-2020 W3pgenuna wmeaguunHckme. CKUMBOSbI, MPUMEHAEMbIE MpU
MapKMpoBaHMM Ha MeAWUUHCKUX U30enusax, dTUKeTKax W B COMPOBOAUTENbHOM
JOoKymeHTauun, Yacte 1. OCHOBHble TpeboBaHMA
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16 CHMBOJIbI, HAHOCUMBIE HA YIIAKOBKY MEJHIIHHCKOI'O U3EJIUA

MenuuHHCcKoe H3AeIHe ' )
UL AMarHOCTHKH in vitro 3 J [lpenen Temnepatypl
<l He AOMyCKaTh
A OctopoxHo! ‘2;&" Bo3ieHCTBHA CO/THEYHOTO
. cBeTa
[E O6parurech K o
Bepeus ot Bnaru
HHCTPYKUMH O NPUMEHECHHIO l
Conepxumoro
W nocramlml:) pmm [IpOBEACHHUSA Xpynkoe. Obpamarsca
n po OCTOPOXHO
N-TECTOB
JlaTra yTBepx/eHHS HIH
nocneaHero nepecMoTpa T T Bepx
HHCTPYKUMH 110 MPUMEHEHHIO -_—
Kourrpors
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18 rapaHTunliHbIe o6s3aTenbCcTBA

MpeanpusTMe-n3roToBUTENb FapaHTMpyeT COOTBETCTBME Habopa peareHTOB TpeGoBaHMSM
TEXHWYECKMUX YCMOBWIA MNpU COGMOAEHUN YCNOBWIA TPAHCMOPTUPOBAHUSA, XPaHEHUS W TMPUMEHEHWS,

YCTaHOB/EHHbIX HACTOSALMMU TEXHUYECKUMU YCNOBUAMM.
CpoK TroAHoCTM Habopa peareHToB - 12 MecaueB ¢ AHa npuemkn OTK npeanpusTus-

n3rotosuTend,

19 KOHTAKTbI A4 HAMPAB/IEHNA PEK/IAMALLMIA

Peknamayum u COO6LIJ,6HI/IH 0 COoObITUAX, NMMeELWNX MPU3HAKKN He6ﬂal'0ﬂpl/lFITHOI'O cobbITUSA,

NPUHUMAIOTCA NPeANPUATUEM-N3TOTOBUTENIEM:
000 «I'eHOM-Mwuke», 199178, r. CaHKT-IeTepOypr, BH.Tep.r. MyHuUUmMNanbHbIA oKpyr OCTpoB

[ekabpuctos, Hab, pekn CmMoneHkK, a. 5-7, nut. M, nomewy. 2-H, oduc 2-21/1,
Ten:88007072319

noyta: genommix@gmail.com
web caiT: www.neva-sma.ru
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Mpunoxexne A
(MHhopMaLMOHHOE)
PethepeHcHble nHTepBanbl KonbleBbiXx AHK-3nemeHToB TREC 1 KREC y 300p0BbIX ntofel
B 3aBMCUMOCTW OT BO3pacTa.
Tabnuua Al. Pa3bpoc 3Ha4yeHnin KonnuecTsa Konuii konblesbix AHK-anemeHToB TREC n KNIEC y

3[0pPOBbIX N0 ANA pa3HblX BO3pacTHbIX rpynn (o6cnegosaHo 9254 yenoseka) (Medova et al., 2022).

BospacTt

<28 fHei

28 - 365 aHen
O-1r

<28 pHen

28 - 365 aHen
0-1r

2-4 T

5-10r

11-15I
16-20r
21-30r
31-40T

41-50 r
51-60r
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cyxue
naTHa
KpoBu
LeNbH
as

KpOBb

Min

38,1
171,75
38,10
1116,62
762,86
762,86
1537,6
7775
679,73
323,63
77,57
93,77
9,78
5,46

Max

1338766,8
3547994,27
3547994,27
25176,8
42622,97
42622,97
26225,36
15597,3
9299,32
6089,1
5626,12
4209,8
2949,52
3475,98

Konnuectso konuit TREC
Ha 10®KNeToK

Median

2979,28
2959,24
2959,24
6938,5
9767,16
8921,29
7160,62
4701,7
3129,14
1927,4
1319,18
1261,61
449,42
334,87

Min

6,62
142,05
6,62
141,16
136,5
136,5
322,68
249,51
108,56
91,04
16,9
56,03
9,73
60,4

Max

43205,12
12602,55
43205,12
4302,24
13068,68
13068,68
7001,33
5049,01
1956,16
1992,85
2722,46
1971,11
1756,09
1790,74

KonuuectBo kKonuit KREC
Ha 10®KNneToK

Median

843,75
1074,98
880,77
1160,14
3238,73
2391,15
2218,57
957,73
667,95
545,22
350,17
356,46
295,71
364,82
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ITacnopT kauecTna Na
«Genome-X SMA/TREC/KREC testing kit.

HaGop pearenToB Ajg BhisB/IeHHS I'OMO-H I'¢TEPOIHIOTHLIX Aenenuti B rene SMN1,

OTBEANNIEro 3a PAIBHTHE CHHHANLHOH MbimeaHoM# aTpoduY, H BHEXPOMOCOMHEIX

kxoabnesbix JTHK, xak 6HoMApKepoB NEPBHYHLIX HMMYHOACOAIATOB
cornacuo TV 21.20.23-001-71944992-2022

IIpouspogurens: O6mecTso ¢ orpaHHYeHHOM OTRBETCTBeHHOCTEIO «['eHoM-MAKC»

Anpec: 199178, r. Cankr-IlerepGypr, BH.Tep.r. MyHRUENANbHL OKpyr OctpoB HexabpucTos, Hab.
pexu CMoneHkH, A. 5-7, mar. I1, momem, 2-H, opuc 2-21/1. rex: 88007072319

TMaprus Ne HaGopos B mapTan mT. JlaTa H3roToBAeHHS I

Ne HaumeHnoBanne xoMnonerToB | Cepas Konu4ecTBo B YNaKOBKE

o/n Halopa peareHToB

1 100X pacrBop WA MCOHA 300 mxn, 1 mpoGupka;

. 2 MasterMix 3700 Mkn (2 npoGupxm no 1850 mxn);

3 [Tomamepasza 85 mxi, 1 mpobupka;

4 JHK SMN1 del/del 20 mxn, 1 npoGupka;

5 JTHK SMN1 +/del 20 Mk, 1 mpoGupka;

6 JHK SMN1 ++ 20 Mxn, 1 opo6Gupia;

PeayneTaTs! KOHTpONA
Haumenopatine Hopma no TY Suavenne napamMerpa
napamerpa

KommnexktHocts, | KommiexT Bkmodaer HaGop peareHTos, CooTpercTByeT

cocTaB MACMOPT KAYECTBA — 2 1T, KoMmnnexT sxmouaer HAGOp peareHToB,
Cocras: 100X pacteop ana amowun 300 | macnopt kayecrsa- 2 uIT.
min, 1 npobupka; MasterMix — 3700 mxn | Cocras: 100X pacreop ans smouum
(2 npobupxu no 1850 mir); Honumepasa— | 300 mkn, 1 npobupka; MasterMix — 3700
85 mxn, 1 npobupka; JTHK SMN1 del/del | Mmxn (2 npoGupxku no 1850 mxn);
- 20 mxn, 1 npobupka; JIHK SMN1 +/del - | Hlonmumepasa— 85 mxn, 1 npoGupka; JTHK

. 20 Mk, 1 npoGupxa; JHK SMN1 +/4+-20 | SMN1 del/del - 20 mxn, 1 npoGupka;
MK, 1 npobupxa; JHK SMNT1 +/del - 20 mxn, 1 npoGupka;
JAHK SMN1 +/+ - 20 mxn, 1 npoGupka;
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HanmeHoBaHue

Hopma no TY

3HayeHune nmapameTpa

napametpa
Y nakoBKa, MonunponuneHoBble Npobupkmn, 1,5 mn CoOTBETCTBYET
MapK1MpoBKa C 3aBMHYMBAK W NUMUNCA KPblLIKaML MonunponuneHosble npo6bupku, 1,5 mn c
STUKETKN U3 Bymarv sTUKETOUHOW. 3aBMHYMBAK LWL MMUCA KPblLKAMWU.
STUKETKN U3 6ymarn aTUKeTOUYHOIA.
HOOX pacTteop CooTBeTCTBYET

ANs 30 LUK

Mpo3payHaa

becyuBeTHas XXMAKOCTb 6e3

MpospauHas 6ecuBeTHas XUAKOCTbL 6e3

ocafjka
ocajka
M asterM ix Mpo3payHasa 6ecuBeTHas XMWAKOCTb 6e3 CooTBeTCTBYET
ocajka Mpo3payHasa becuBeTHaA XUAKOCTb 6e3
ocapgka
Monnmepasa Mpo3payHas 6GecuBeTHasa XMWAKOCTb 6e3 CooTBeTCTBYET
ocajka Mpo3payHaa 6ecuBeTHas XMUAKOCTb 6es3
ocafjKa
OHK SMN1 T[po3payHas 6ecuBeTHad XUAKOCTb 6e3 CooTBeTcTBYET
del/del ocajka Mpo3payHaa 6ecuyBeTHas XMUAKOCTb 6e3
ocajka
OHK SMN1 +/del Mpo3pauyHaa 6ecuBeTHas XWULKOCTb 6e3 CooTBeTCTBYET
ocapka Mpo3payHas 6ecuBeTHadA XUAKOCTb 6e3
ocajka
OHK SMN1 +/+ Mpo3payHaa 6GecuBeTHas XMWAKOCTb 6e3 * CooTBeTCTBYET
ocajka Mpo3payHasa 6ecuyBeTHAA XMNAKOCTb 6e3
ocajka
Bocnpounssogumo He wmeHee 95 % wucnbiTaHHbIX Mpo6 CooTBeTCTBYET
CTb onpepeneHnsa [ONKHBI nokKasaTb 3Ha4dyeHue, 21 n3 22 r|p06 COOTBETCTBYIT LLENEBOMY
SMN1 COOTBETCTBYlOL Ee LLe/IeBOMY 3HAYEHUIO. 3HaYeHUO

MMacnopT BbIgaH

. CpoK rofiHocT\ Habopa [0

XpaHeHne. KOMNOHeHTbl Habopa peareHToB B OPUIMHa/bHOW YNakoBKe U3roTOBUTENS B KOPOOKe
CNneflyet XpaHUTb Ha CKNaje B MOPO3UIbHbLIX Kamepax npu temnepatype ot muHyc 30 °C go
MUHYyC 10 °C B TeyeHMe BCEro cpoka rogHocTun - 12 mecsues.
KomMnoHeHTbl Habopa peareHTOB B OpPUIUHANbHON YMNakoBKe W3roToBUTeNs B KOpobke Ne2
(«Genome-X SMA/TREC/KREC testing kit» Habop KoHTponeii») cnefyeT XpaHuTb Ha Cknaze B
XOMOAWNbHBIX Kamepax npu TemnepaTtype oT naoc 2 °C o nmoc 8 °C B TeyeHMe BCEro Cpoka
rogHoctu - 12 mecsaues.
TpaHcrnopTupoBaHue. Habopa peareHTOB AO/MXHO OCYLLECTBAATHCA KPbITbIMU TPaHCMOPTHLIMU
cpeAcTBamMu, KOMMOHEHTbI Habopa TpaHCNOPTUPOBATb B TEPMOKOHTeHepax € X/lago3neMeHTaMm
N1 B aBTOpedpuxepaTopax nNpu TEMMNepPaTypHOM pPeXuMe COrfiacHoO yCnoBUAM XpaHeHus. Bpems
TPAHCMNOPTUPOBAHUA HE OrPaHNUYEHO NpW YCI0BMUY COB/IOAEHNA TEMMEPATYPHOTO peXunma.
W3pennsa, XpaHMBLUMECS C HapyLleHUem TemnepaTypHOro pexuma, B NOBPeXAeHHOM ynakoBKe, He
COOTBETCTBYIOLLME ONUCAHWUIO MO BHELIHEMY BUAY, MO UCTEYEHUIO CPOKa rOAHOCTU MPUMEHEHUIO
He rmoaJiexar.
ToNbKO AN4 in vitro ANarHOCTUKM
PY OKK
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