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Macnopt KayecTBa No XXXXXX
Habop peareHTOB AN5 BbIABNEHWNA MyTaLWid, aCCOLUNPOBAHHbIX
MYKOBUCLMA030M, (DEHNNKETOHYPUEN, ranakTo3emumen u
HEepPOCEHCOPHON HECUHAPOMANbHON TYTrOYX0CTbHO
MeTogom MLP B pexume peanbHOro BpEMeHM

(MoHoreHCKpUH)
dacoBKa: A
Cepas: XXXXXX-X
[aTta B3roToB/eBBs: XXXX-XX-XX
CpoK roaBoCTB: 10 XHXXX-XX-XX*

Pe3ynbTaT KOHTpPONA
1 lMpoBepka KOMMIEETHOCTM, YNakoBKN 1 MapKVpPOBKM - COOTBETCTBYET
TpebosaHuam TY 21.20.23-105-46482062-2018,

YengsHs
XBpLUICTCPACTBKA W XpaaeBaa m
KomnomHT Kemxueetm HepYB TpaacAopTe- PeTynbTat
CHecu gna
aMLLIMMKaIO<H 1 ABOVHOM Mpo”yHan rony6u HAH 0T2*C08*C CooTaetcny
CTpHM cTpun CBET/I0KPOIOBY HKLLNCOCTL
(16 HaMMEHOMKHIA)
Monumepam MpoapayHu Gecugenm 0T MUHYC 18 *C -
TexHoTaoMAX 21poGMPKA o) HALTCCTK HoMANC22ec  Cuuiaeiuay
thospayHn GecrBeTHU . "
MLP-6ychep Crpum 2 npoburpku g 0T72‘Cpo8*C CooTaetcToy
Bycep ans MpoapayHun GecupeTHN
camcaenns HK 4 npo6upkn HCOCTB oT2*Cpo8*C CooTBeTCTBY

MoNoiUTEN:HLIA I'IpoapaqHM 6eCL|B€THI/I

KOTPO/bHBbIN 2 npo6upkn JAIKOCTD OT12*Cno8"C CootsetcTBy
oboasen A
Crpunbl no 8

C
OOGMIOK 10 wryk . . 00TBETITB)
KpyLukH ana 2ur CMoOTBETCTB)
C/KNO» - :

3. MNpoBepKa (hyHKUMOHaNbHbIX MoKa3aTesnei
myHKLMOHamﬂAM XapakTHCTUKa 1 Mopma PesynbTar
nosasarv:
[Mpy TeCTMPOBaHWM KOMM/IEKTa 1aGOPaTOPHBIX
Mpepen o6Hapyxerns 5,0 Hr KOHTPO/bHbIX 06paLoa - onpeaeneHue CoOoTBeTCTB;
COOTBETCTBYIOLLErO Fna»nie
[Mpy TecTUPOBaHWM KOMM/IEKTa 1aGOPaTOPHBIX
KOHTPO/IbHbIX 06Pa3LioB - onpefeneHie
JIHANUTKYeCKsA COOTBETCTBYIOLLErO FeHOTUMA.
creuydrUIHOCTb 111 TeCTUPOBaHWM OTPULIATENBHOTO KOHTPO/LHOTO
06pa3Lja-onpeaeneHne«He0CTOBY>HOM0)b-"
nesynbTeTa y'Jig * M,

COOTBETCTB;

3akntoueBBe OTK: cooTBeTCTBYET TpeboBaHUAM TY™
[ata Bblgaum aacsopTa: XXXX-XX-XX

*CpoK rofHocTn 12 mMecsLes OT AaTbl U3roTOB/IEHUA

LbHLI
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MEKTPOHHAS KOMUS OGOPMAEHA LIEHTPOM WCTILITAHUI 1 PETHCTPALIMH MELMLIMHCKUX U3REM
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OO0 <J/IHK-Texmnonia TO»
MacnopT kayecTBa

KownnnekT nabopaTopHbIX XOKTPO/bHbIX 06pa3LoB
ana Habopa peareHTOB AiNa BblaBMeHWa Ky nL{Hi. accoLMMPOBaHHbIX C MYKOBUELHAO30H.
(DEHUNKETOHYPVEH. ranakTo3eMmeli 1 HEHPOCEHCOPBOV HECHHNPOHANbHOM
TYroyxocTbto bleTofiobl 'LLLP B pexxmMe peanbHOro BpemeHu
(MoHoreHCKpuH) Te TY 21 20 23-105<46482062-2018

Cepas:

[llata H3roToBnesBs:

CpokrmsocTa:

KonaucctBo na6opos B cepas

Ycnosss xpaseans B TpaHCNoOpTspoBaBas:

PesynbTat KOHTpONS

HaweHoBaHue KoHneHTpaoma AHK,
nabopaTopHoro Konwuii Ha KoHTponupyeatui
KOHTPO/bHOTO amMnAnUKayMoHHyo nokasatenb
o6pasLa npo6uxy
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AN OHKTEXHOIOIUA NHCTPYKUMA NO NpUMEHEHUIO

MoHoreHCKpuH
OpraHusaynsa-nponssoaunTenb OpraHunzaymns-paspaboTyumk
COIrnACOBAHO YTBEPXAOAKO
bHbIN AUPEKTOP
TC» XHONOTUA»
amapuH NeBnues
2021 . 2021 .

NMHCTPYKUNA no NMPUMEHEHWNIO
Habop peareHToOB 415 BbiSiBNIEHUS MyTaLWiA, acCOLMMPOBAHHbIX C MyKOBUCLMA030M,
(heHUTKETOHYpMEN, ranakTo3eMueli 1 HelipoCeHCOPHOM HECUHAPOMaNbHOWN TYTO0yX0CTbHO
MeTogoMm MLIP B pexxnume peasibHOro BPEMEHU
(MoHoreHCKpuH) no TY 21.20.23-105-46482062-2018

2021 r.
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MHCTPYKUMA NO NPUMEHEHUIO Nwuct 2

/™ OHKTEXHOMOTNA
MoHoreHCKpUH NvcTos 29

CMUCOK COKPALLLEHW 1 OBO3HAYEHWNI

B HacToALLEN MHCTPYKLMN UCNONb3YIOTCA CNeaytoLme CoKpalleHns n 0603HaYeHmns:

no - NporpamMHoe obecneyeHune

nmc - nabopaTtopHas MHMOpMaLNOHHas cucTeMa
nupP - nonMmepasHas uenHasa peakuus

BK - BHYTPEHHWI KOHTPO/b

K+ - MONOXUTENbHbIA KOHTPO/bHbIN 06pasel,
K- - oTpuLaTe/bHbIi KOHTPOJIbHBIN 06paseL
na - AOBEPUTENbHbIN NHTEpBan
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BBEAEHWNE

MoHOreHHble 3aboneBaHus - OfHa U3 NOAFPYNN HacNeLCTBEHHbIX 3aboneBaHuid, T.e.
3aboneBaHuin, 06YCMOBNEHHbIX HapyLleHUAMW B MpoLeccax XpaHeHus, nepejavv v peanusayumu
reHeTUYecKon nHpopmayum. OTANYNTENBHON 0COOEHHOCTLIO MOHOTEHHbIX 3a60/1eBaHuIA IBNAETCA
TO, YTO OHM Hac/eaykTCA B COOTBETCTBMM C 3aKOHaMW KNacCUYeCKOW reHeTUKn MeHgens.

N3BECTHO HECKO/IbKO ThICAY MOHOTEeHHbIX 3a601eBaHuiA, MHOTME U3 KOTOPbIX CBA3aHbI C
MyTaumsmMm B reHax, acCouMMpOBaHHbIMM C  HapylweHusmy B paboTe (HePMEHTOB.
PacnpocTpaHeHHbIMW MOHOTeHHbIMW 3a60neBaHUAMU Ha TeppuTopumn Poccuiickoin Pegepaunu
ABNAOTCA MYKOBUCLUA03, PEHUNKETOHYPUSA, HEMPOCEHCOPHAsA HECUHApPOManbHas TYroyxoctb U

ranakTosemus.
HayuHoe obocHOBaHue

MyKOBUCUUAO3 WUAW  KWUCTO3HbIA  (ubpo3 -  HacneacTBeHHOe  3aboseBaHue,
COMPOBOX/AtOLLEeCH CYLLECTBEHHbIM CHVKEHWEM KauyecTBa M MPOAO/KUTENbHOCTU XU3HU. Y
60NbHbIX MyKOBUCLMA030M MNOpaXKeHbl MHOT Ve OpraHbl, 0CO6EHHO BbIAENSIOL e CAN3UCTbIV CEKPET:
BEPXHWE W HWXHMWE [AbiXaTeNbHble NYTU, MOMKENYA0YHAs XXenesa, XXenyeBblBOAALLAA CUCTEMA,
KMLWWEYHMK, MY>XCKME NOMOBbIE OpraHbl, NOTOBbIE XefNe3bl. B cpefHeM ¢ 3TUM 3a601eBaHNEM Cpeam

eBponeiLeB poxaaeTcs OANH Yyenosek Ha 2500-4500 [1].

®eHNNKETOHYpPUA - HacneACTBEHHOe 3abosieBaHMe O0OMeHa BellecTB, CBfA3aHHOE C
HapyweHnem MeTabonM3mMa aMUHOKWUCAOT, rfaBHbIM 06pa3oM (eHunanaHwHa. be3 KOppekTHON
Tepanuun (eHUKETOHYPUA COMPOBOXAAeTCA HaKOMIeHWeM (eHunanaHuHa U ero TOKCUMYEeCcKuUX
NPOAYKTOB B OpraHu3me, YTO NPUBOAUT K TAXKETOMY NOPaXKEHWIO LeHTpasbHOW HEPBHON CUCTEMBbI U
HapyLEeHNI0 YMCTBEHHOro passutua. B Poccum yactoTa poxaeHUs pebeHKa ¢ PeHUIKETOHYypuen
cocTaBnsieT MpMMepHO oAuH cny4vail Ha 10 000 HOBOPOXAEHHBIX, C YAaCTOTON HOCUTENbCTBA MO
NNTepaTypHbIM AaHHbIM npumMepHo 1 :50 [2].

HelipoceHCcOpHas HeCUMHApOManbHas TYroyxocTb - Hac/efCTBeHHOe 3aboneBaHue
(OMIM 220290), cBA3aHHOEe C BPOXAEHHbIM HapyLleHnem CNyxoBOW (yHKuuu. YactoTa
HocuTenbcTBa MyTaumm GJB2: 35delG moxeT BapbupoBatb OoT 1: 100 go | : 30 ana eBponenickux
nonynaumnii n ot 1:50 ao 1:25 ans HEKOTOPbIX POCCUMIACKMX nonynauni [3].

FanakTo3eMuss -  HacneACTBEHHOe 3aboneBaHue, 0OYC/MOBAEHHOE MOHUXEHHOW
aKTUBHOCTbIO (DEPMEHTOB Y4acTBYHLWMX B MpeBpalleHnn ranakrosbl B r/OKO03y. [Nanakrosa
MocTynaeT B OpraHun3m C NuLLei B cocTaBe gucaxapuia - n1akTo3sbl (MOM0YHbIN caxap). HanbonbLine
M3MEHEeHWs BO3HWKAlOT B MeyeHu, Moykax, XpycTaiuke rnasa, Mosre. be3 neueHus 60/bHblE
norméarT B Nepsble MeCALbl XXWU3HN OT UH(EKLMIA, cencmuca Man neyeHoYHOW HeLOCTaTOYHOCTH, Y

BCeX OOMbHLIX pPa3BMBAETCS YMCTBEHHAs OTCTa/loCTb C XapakKTePHbIMWM HapyLIEeHUSMU peyn
& 000 LMPMM (2] INFO@CIRMI.RU & WWW.G0SZDRAVNADZOR.RU
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(xaoTuyHas pedb). MpyM paHHEM Ha3HAYeHUU [MeTbl [eTU MOryT pPasBUTbCA HOPMasbHO.

anakTo3emus B Poccuiickoi nonynsaymm BcTpeyvaetcs B cpegHem y 1 :20 000 HOBOPOXAEHHbIX [4].
KO pupgnyeckoe o60cHOBaHMe

B Poccuiickoin ®egepaumm ¢ 2006 r. B pamKax peanusanuv NpUOpUTETHOr0 HaLMOHabHOIO
npoekta «340poBbe» (Npukaz MuH3gpascoypassutua P® ot 22.03.2006 Ne 185 «O MaccoBom
o6CcnefoBaHNM  HOBOPOXXAEHHbIX  [eTel Ha HacneAcTBeHHble 3abofeBaHWMA») MNPOBOAAT
HeoHaTa/lbHbIi  CKPUHWHI  Ha NATb  MNOAOOHLIX 3ab60/feBaHUIl, BK/IOYas  MYKOBMUCLMAO3,
(heHUNIKEeTOHYPUIO 1 TanakTO3eMUIO, TaKXKe MPOBOAUTLCA ayLNOMETPUYECKUA CKPUHUHT U OLEHKa
3pEHNA Y HOBOPOXAEHHOro. B psage cTpaH, yuyuTbiBas BbICOKYK 4acTOTy HOCWUTeNbCTBa Mpu
CpaBHUTENbHO HEBGOMbLIOM KOMMYECTBE MaXOpPHbIX MyTauuii B reHax CFTR, PAH un GJB2,
CKPUHWHT Ha Hambonee yacTble MyTauuu npegnaraldT NPOBOAWTL BCEM Mapam, MIaHMPYHOLLUM

[eTOPOXAEHME.
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AnnenbHas YacToTa MyTauwuii, onpegensembix Habopos peareHToB MOHOreHCKpPWUH,
B Poccuiickoin depepaunnt y 60/1bHbIX MOHOTEHHbIMUW HaC/eLCTBEHHbIMM 3a60/1€BaHNAMM

MykoBucLmaos

MyTauuu reHos CFTR, PAH, GALT, YacToTa BCTPEYaeMocTH B YactoTa YactoTa

GJB2, BbisiBNsieMble HAbOPOM P® y 60MbHBIX [5] BCTpeuaemoctn B PP BCTpeyaemMoctn B PO y
MoHoreHCKovH v 60/bHbIX 6L 60bHbIX 71
CFTR: F508del 54,20% 51,53% 52,8%
CFTR: dele2,3 (21kb) 700% 5,93% 6,2%
CFTR: E92K - 2,62% 3,0%
CFTR: 2184insA 1,70% 1,80% 1,8%
CFTR: 3849+I0kbOT 1,90% 2,14% 2,0%
CFTR:2143delT 2,10% 1,69% 2,1%
CFTR: N1303K 1,90% 1,43% 1,5%
CFTR: G542X 1,30% 1,16% 1,3%
CFTR: W1282X 2,00% 0.13% 0,6%
CFTR: 394delTT 0,50% 0,85% 0,9%
CFTR: 1677delTA 0,80% 0,98% 1,8%
CFTR: R334W 0,70% 0,85% 0,8%
CFTR: 3821delT 0,80% 0,45% 0,5%
CFTR: S466X C>G - 0,37% 0,5%
CFTR; 3944delGT 0,20% 0,21% 0,3%
MTOro >70% >70% >75%
DeHNNKeToHYpUA
YacToTa BCTpeyaemocT# B Pd y YacToTa BcTpeyaemocTut B PO y
60/bHbIX 8L 60/bHbIX ML
PAH: R408W O T 50,90% 47.90%
PAH: R261Q0A 5,30% 9,90%
PAH: P281LOT 3,50% 0,70%
PAH: IVS12+1G>A 3,10% 4,20%
PAH: IVS10nt546G>A 2,60% 4,20%
PAH:R158QG>A 2,10% 3,50%
PAH: R252W O T 1,60% 2,10%
PAH: D222X -/TC 1,40% 2,10%
PAH: Y414CA>G 1,20% 2,80%
PAH: IVS4+5G>T 1,20% 2,80%
PAH: E280KG>A 1,20% 0,70%
f NTOro >70% >80%
"anakTosemus
YacToTa BcTpeyaemocTn B P® y 60nbHbIX f10]
GALT:Q188R 56,4%
GALT: K285N G>T 13,8%
nTOoro >70%
GALT: N314DA>G 7%

(nonumopdusm yapte)

HecuHapoManbHas HelipoCeHCOpHas TYroyxocTb

YacToTa BCTpeuaemocTn B PP y YacToTa BCTpeuaemocTut B P® y 601bHbIX
60nbHbIX M1 M21
GJB2: 35delG 79,6% 87%
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1 NPEAHASHAYEHHOE NMPNMEHEHWE

11 HasHauyeHue: Habop peareHToB MOHOreHCKpWUH npeAHasHayeH ANs BbISBIEHUS
OCHOBHbIX MyTauuii B reHax denoseka CFTR, PAH, GALT u GJB2, accouMMpoBaHHbIX C
HacnefACTBEHHbIMM  3aboneBaHUAMM  (MYKOBUCUMAO3,  (DEHWUNKETOHYPWSA, ranakTto3emus W
HepoceHCcOpHas HeCUHAPOMasbHasa TYroyxocTtb) metogom MLUP B pexume peanbHOro BpeMeHu B
npenapatax AHK, BblAeNneHHbIX N3 NepuepuyecKoli KpoBM U CyXMUX NATEH KPOBMU.

1.2 ®YHKUWOHA/NIbHOE Ha3HAYeHWNe: CKPUHUHT.

1.3 Tloka3aHuMsi K MNPOBEAEHU  WUCCNeL0BaHWUA:  HeoHaTallbHblA  CKPUHWUHT
HOBOPOX[EHHbIX; NperpasuapHas nogrotoBka.

14 Habop peareHTOB MOXET OblTb MCMNOMb30BaH B KIAWHWUKO-ANATHOCTUYECKUX
nabopatopuax MefULUHCKUX YUPeXAEHNI N HayYHO-NCCNeA0BaTeNbCKOW NpaKTUKe.

15 MonynaunoHHble ¥ feMorpauyeckme acnekTtbl: nposegeHue Ccpuk
HOBOPOXAEHHBIX, 06C/efloBaHME Map, NNaHUPYIOLLIMX AeTOPOXAeHMe; Habop pa3paboTaH ¢ y4ETOM
4aCTOT BCTpeyaeMocTu MyTauuin B Poccuiickoin degepaymmn. MpoTUBONOKa3aHNn K NPUMEHEHNIO
HeT.

1.6 TloTeHuWanbHble MOMb30BaTeNN: KBaMPULMPOBAHHLIA MepcoHan, 06Yy4YeHHbIN
MeToA4aM MOJEKYNAPHOM AMAarHOCTMKM U npaBunam paboTbl B KAMHWUKO-AMArHOCTUYECKOIA
naboparopuu.

1.7 TpuMmeHATb Habop CTPOro MO Ha3HAYeHMIO COrNacHO [aHHOM WHCTPYKUUKU 1o

MPUMEHEHNIO.
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2 XAPAKTEPNCTUKA HABOPA PEATEHTOB
2.1 CocTtaB Habopa peareHTOB
Habop peareHTOB [N BbIABNEHUS MYyTaLMil, acCoOLMMPOBaHHbIX C MYKOBMUCLMAO30M,
(heHUNKETOHYpPUEN, rafiakTo3eMuein 1 HeMPOCEHCOPHON HECUHAPOMaNbHOM TYroyXoCTbl0 METOAO0M
MLP B pexxume peanbHoro spemeHn (MoHoreHCkpuH) no TY 21.20.23-105-46482062-2018 (panee

Mo TeKCTy HaGop peareHTOB) BblMyCKaeTcsi B (hacOBKe AN aBTOMATU3MPOBAHHOIO [03MPOBaHMUSA

(MapKkupyeTcsi - (hacoBKa A) U BK/OYAET crefytoline KOMMOHEHTbI:

R1-H953-XA/5, hacoBka A

. KonunuecTtso HoMWHaNbHbIN
HanmeHoBaHMe KOMMOHEHTOB BHewHun Bng )
npo6upok 06bEM KOMNOHEHTaA
Cwmecu ana amnnndukaunun Ctpum  Mpo3payHas ronybas unm cBetno- .
N 1ABOWHOW cTpUN no 120 mkn
" (16 HaumeHOBaHMM) p0o30Bas XNAKOCTb

Mpo3payHas 6ecuBeTHas BA3Kas
Monumepasa TexHoTag MAX 2 npobupkn no 60 mMkn

XWULKOCTb
MuP-6ygpep Ctpum Mpo3payHas 6eclBeTHaA XNLKOCTb 2 Npo6upKm no 600 mKn
Bydep ana passegeHns AHK Mpo3payHasn 6ecuBeTHas XXNAKOCTb 4 npobupkmn no 1,0 mn
MONOXNTENbHbIA KOHTPONbHbI

Mpo3payHas 6ecuBeTHaA XUAKOCTb 2 Npobupku no 100 mkn
ob6pasey,
CTpunbl no 8 npobupok 10 wr.
KpbIWKN gng cTpunos 2 Wwr.

2.2 KonnyecTBo aHanu3mpyemMblx 06pasLioB

Habop peareHTOB npefHasHayeH A9 OAHOKPATHOro MNPUMEHEHMA W paccymMTaH Ha
nposefeHne 24 onpefeneHnin, 4YTo COOTBETCTBYET WCCMeAOBaHWIO He 6onee 22 HEU3BECTHbIX
06pa3sLoB, NOMIOXNTENILHOTO KOHTPO/LHOTrO o6pasua U OTpULAaTe/IbHOr0 KOHTPO/bHOro obpasua.
O6BbEM NOMOXUTENIBHOTO KOHTPO/bHOI0 06pasLa paccumTaH Ha 2 onpeseneHus.

Bo3mOXHa MoCTaHOBKa, npefgnosaralowias efUHOBPEMEHHO 24 onpejefieHus, Wnu [Be

MOCTaHOBKM NO 12 onpefeneHunii.
2.3 MpuHumn metoga

MeToa: nonumepasHas uenHas peakuums (MLUP) ¢ pgeTekumelr pe3ynbTaToB B pexume
peasbHOr0 BPeMeHW, aHann3 KpMUBbIX NAaBNeHUs, KAYeCTBEHHbIN aHanu3.
MpuHumMn ™MeToda OCHoBaH Ha amnangukaunm AHK wmetogom TMLP. [Mpouecc

amMnAn@rKaLmmn 3aknyaeTcs B CEPUM MOBTOPSIOLLMXCA LMKIOB TeMNepaTypHOW feHaTypauun
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OHK, oTxura npaimepoB, KOMNaeMeHTapHbIX cneungunyeckomy ydactky AHK, n nocnepyouiei
[JOCTPOMKMN MNONNHYKNEOTUAHBIX Lenei ¢ 3TUX npaimepos Tag-noammMepasoi.

B cmecb ans amnanukaumy BBefeHbl CUTHabHbIE 30HAbI, COAep Kalye GyopecLeHTHble
meTkn Fam n Hex mnn Rox n Cy5, Ang Kaxgon BbisiBnseMoit MyTauumn. MNocne okoH4yaHus MLP
NPOBOAMTCA PpayHA TemnepaTypHOro nmnaBfieHUA [YNJeKCOoB, 06pa3oBaHHbIX aMmniuKOHaMU W
CUTHANbHLIMW 30H4aMW, B pe3ysibTaTe 4Yero W3MEHSeTCs YPOBEHb (/IyOpecUeHLUN, KOTOPbIWA
(hMKcupyeTcs M NpeacTaBnAeTca nporpaMMHbIM obecrieyeHvem npubopa B BuAe rpagumka. Ecnm
CUTHaNbHbIA 30HA 4acTUYHO KomnnemeHTapeH OHK-muuwieHun, TemnepaTypa nNaaBfeHUs TakKoro
aynnekca 6yfeT HUXe TemnepaTypbl NiaBNeHUa Aynnaekca B ciyvyae NOMHON KOMMIEMEHTAaPHOCTH
30HAa. Ha ocHoBaHMW TemnepaTypbl NaaBAeHUA CUTHaNbHbIX 30HAOB NMPOBOAUTCA MHTeprpeTauuns
pe3ynbTaToB aHanu3a.

B coctaB ofHOW cmecu Ans amnamukaumy BKIKOYEHa cucTema ANnd amnandukaymm
(hparmeHTa reHomHon AHK u4enoBeka - BHYTpeHHWMII KoHTponb (BK), KoTopbihi no3sonseT

KOHTPO/MpoBaTh KonnuyectBo AHK B aMninMduKauMOHHOW MNPOGMPKE WU UCKIHOUYUTL OLLIMGKM

reHoTunmnpoBaHuA.

Cuctema ansa amnangukaunm reHomHon AHK uenoseka BkntouvaeT AHK-30HA, KOTOpPbI

COAEPXUT payopecueHTHY0 MeTKY (Cy5) u racutenb gayopecueHLmu.

Mpy obpasoBaHuM cneyunduyHoro npogykra AHK-30HA4 pa3pyliaeTcs, feliCTBUe racuTens
Ha (DlyOpecLeHTHY0 METKY MpekpaliaeTcs, YTo BefET K BO3pacTaHWIO YPOBHA (DyOopecLeHLmN.
KonnyecTso paspyLUeHHbIX 30HAOB (a, C/lefloBaTe/IbHO, U YPOBeHb (h/iyopecLeHLnn) Bo3pacTaeT
MPONOPUMOHANIIbHO KO/MMYECTBY 00pa3oBaBLIMXCA CMEUnpUYECKUX aMNIMKOHOB. YPOBEHb
(hnyopecueHL MM N3MePSETCA Ha KXAO0M LuKne aMnanukauuy B pexnume peasbHOro BpEMEHMN.
cnonb3oBaHMe HECKOMbKUX (/IyOPECLEHTHbIX KpacuTeneld MO3BONIAET COKpaTuThb
KO/IMYeCcTBO NPOBGMPOK, MOCKONbKY MNOABMAETCA BO3MOXHOCTb OLHOBPEMEHHO pPerucTpuposatb
pe3ynbTaTbl pa3HbIX peakuuii amnangukalmm, Npoxofawmx B OA4HOW npobupke. B Tabnuue 1

MpeAcTaBneHbl KaHanbl AeTEKLUM NPOAYKTOB aMNanguKaLum.
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Ta6nuuya 1 - CocTaB CTPMMOB, L|BETOBas MapKWPOBKa 1 KaHa/bl JeTEKL MU NPOAYKTOB

aMmnangukaymm
i v AP o
npooupkn B (HaMMeHOBaHWe CMecK cMecH A
CTpune 4N1s amnagukaummn) Fam Hex Rox Cy5 Cy55 avnMdMKaLI
Criar 1
1 CFTR: 3944delGT . . . ony6as
CFTR: F508del : - N m
2 GALT: K285N N m : .
CFTR; N1303K - - N m
3 CFTR: 1677delTA N m - -
CFTR: 3849+10kbOT . N m
4 PAH: 1VVS10nt546 N m : -
CFTR: W1282X : s N m :
5 PAH:R2610 N m : , , CBeT/10-p0o30Bast
CFTR: E92K , - N m :
6 PAH: E280K N m : -
PAH: R408W , , N m
- PAH: P28IL N m , ,
CFTR:G542X : - N m
8 PAH: IVS12+1G>A N m -
PAH: Y414C , N m
Crjpun 2
PAH: IVS4+5G>T N m - -
PAH: R1580 : - N m
9 CFTR: 2143delT N m :
CFTR; R334W . : N m
3 PAH: R252W N m , :
CFTR; 394delTT - , N m
4 CFTR: 2184msA N m - . .
CFTR:3821delT . - N m - CBeTno-po3oBas
5 CFTR: S466X N m , -
GALT: N314D . : N m
6 GJB2: 35delG N m
7 CFTR: dele2,3 (21kb) N m . .
PAH: D222X . . N m
8 GALT:0188R N m .
BK* ' +

' Cuctema BHYTpeHHero KoHTpons (BK), npeactasnsieT co6oil cuctemy amnangumkauum reHomHon HK
4enoBeKa, MO3BOMIAET OUEHUTb €€ KoNMyecTBO B npenapate AHK 1 UCKNOUUTL  OLLIMGKK
reHOTUMNMPOBaHUS.

~Hopma

AMyTauuns

WccneposaHne ¢ wucnonb3oBaHvem Habopa peareHToB MoOHOreHCKpuMH COCTOUT W3
cnegytowmnx atanos: BblgeneHme AHK (npo6onogrotoska) v MLUP-amnandukauma ¢ getekumein
pe3ynbTaToB B PEXWME PeanbHOro BpeMeHWU.

[na KOHTpONA onpejeneHns 4acTol 1 pefKOW roMo3nroT rnpu npoBejeHnn nccresoBaHus

MCMONb3YIOT NONOXMUTENbHbIA KOHTPOMbHbIV 06pasel, K Habopy peareHToB MOHOreHCKpYH.
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MONOXUTENbHBbIA KOHTPOMbHbIA 06pasel, NpeacTaBAseT co60ii CMecb KNOHUPOBAHHLIX

yyacTkoB reHos CFTR, PAH, GALT n GJB2, HaxoasawWwmnxcsa B 4aCTOM rOMO3UTOTHOM COCTOAHUN K

BbIABNAEMbBIX C MPUMEHEHUNEM Ha60pa, N npeaHasHadyeH And KOHTPONA Ka4yecTtBa MUcCCnenoBaHUA

(onpegeneHnss roMoO3uroT N0 HOPManbHOMY ajjie/itd) KOHEeYHbIM MO/b30BaTeNneM Habopa.
KOHTPO/bHbIA 06paseL, COBMECTUM TO/IbKO C Ha6opoM peareHToB MOHOreHCKpUH.

2.4 Bpewms npoBefeHns aHanm3a (6e3 yyeta npobonoaroToBkm): oT 2,5 yacos.
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NHCTPYKLUMA MO NMPUMEHEHUIO

AN OHKTEXHONMOTNA ¥ c
OHOreHCKpUH

3 AHANNTUYECKUE XAPAKTEPUCTUKN

3.1 MMpegen obHapyXXeHUs (HaMMeHbllas KoHueHTpauma AHK, Heobxoanmas ans aHanusa

3aABNEHHbIX MyTaLI.I/II7I B retepo3nroTHOM COCTOFIHI/IVI)

HmxH1A npegen o6HapyXeHus - He meHee 5,0 HFr JHK yenoBeka Ha aMMIMPUKALNOHHYHO
npobupky, 4to cooteeTcTBYeT Cp<30,0 Ha kaHane pgetekumn BK (Cy5). Mpu ucnonb3oBaHUn
MeHbLero konunyectea AHK (Cp>30,0 Ha KaHane getekunn BK) npounssogunTenb He rapaHTupyet
KOPPEKTHY paboTy Habopa.

B o6pasuax ¢ HegocTaToYHbIM KonnvectBoM AHK (meHee 5,0 HF Ha aMNANDUKALMOHHYO
npobupKy) nocne 3aBeplleHVs peakunn amnanukauum perncTpupyeTcsd HeLOCTOBEPHbIA
pe3ynbTart.

Mpesen o6HapyXeHWsa B KAWMHUYeCKOM o6pasue 3aBucUT OT Buaa 6Guomatepuana,
MCNoNb3yemoro Habopa (Komnaekrta) peareHToB ans BbigeneHns JHK v koHeyHoro o6bLEma antoynm
(pa3BefeHus) BbigeneHHon AHK.

5,0 Hr AHK yenoBeka Ha aMNANGUKALNMOHHYO NMPOOUPKY COOTBETCTBYET KOHLUEHTpaLuu
OHK 0,8 Hr/MKn.

3.2 AHanutuyeckas cneunpuUHoCTb
NHTepdepupyroline BeLiecTBa B KOHUEHTpauusax: Tpurauuepugbl - Ao 36 MMOnb/A,

reMornobuH - fgo 26 mmons/n, 6unupyouH - go 684 mkmons/n (0,68 mMmonb/n), He BAUAIOT Ha

crneundmYHOCTb Habopa peareHToB.
3.3 [lnarHocTuyeckas YyBCTBUTENLHOCTb M CNELU(UUYHOCTb.

3HayeHMs AMArHOCTMYECKOl YyBCTBMTENIbHOCTM W AMArHOCTMYECKOW CneuuguyHocTm
NCMbITbIBAEMOT0 MeAVNLMHCKOTO M3AENNa Kak J0N1S NPaBUIbHO ONpPeAeneHHbIX MyTaHTHbIX annenei

(T), 06HapY>KEHHbIX CPeAV BCEro nyna annei, onpeaensieMbiX UCNbITbIBAEMbIM HAGOPOM pPeareHToB

«MOoHOreHCKpuH».
- OwnarHocTtunyeckas OwvarHoctunyeckasn
Annenun
Bug 6uomatepuan, MyTaHTHbIe «AMKOrO YyBCTBUTENbHOCTb, cneum@unUyHOCTb,
KONn4ecTBO 06pasuLoB annenu TMnay (95% poBepUTENbHbIN (95% poBepuTenbHbIN
NHTepBan) UHTepBan)

Cyxue :T:Z KpOBH, 58 3242 100 % (93,8 - 100,0) 100 % (99,9-100,0)
CFTR 26 1624 100% (98,15-100,0) 100% (99,77-100,0)

PAH 22 1188 100% (84,56-100.0) 100% (99.69-100,0)

GALT 6 324 100% (54,07-100,0) 100% (98,87-100,0)

GJB2 4 106 100% (39,76-100.0) 100% (96.58-100,0)

Meputepnyeckas
_ 51 2649 100 % (93,0 -100,0) 100 % (99,9 -100,0)
KpOBb, N = 45

CFTR 24 1326 100% (85,75- 100,0) 100% (99.72- 100.0)

PAH 21 988 100% (83,89- 100.0) 100 % (99,63- 100,0)

GALT 4 266 100% (39,76-100,0) 100 % (98.62 - 100,0)

GJB2 2 88 100% (15,81-100.0) 100 % (95.90 - 100.0)

WToro n=100 109 5891 100 % (96,6-100,0) 100 % (99,90-100,0)
CFTR 50 2950 100% (92,89-100,0 100 % (99,88 - 100,0)
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PAH 43
GALT 10
GJB2 6

3.4 CsefaeHua 0 NOBTOPAEMOCTU U BocnponsBogumocTu, 10 obpasyos (30 nokasartenen ansa

leHoTMn obpasya*

PAH; R408W/PAH: R261Q

PAH: Y414C/PAH: IVS10nt546G>A
PAH: IVS12+1G>A/PAH:R158Q
PAH: R252W/PAH: D222X

CFTR: 508del/CFTR: G542X

CFTR: 2184insA/CFTR: dele2,3 (21kb)
CFTR: R334W/CFTR: 1677delTA
CFTR;N1303K/CFTR: 2143delT
GALT: Q188R/GALT: N314D
leTepo3urota GJB2: 35delG

NHCTPYKUMA NO NpUMEHEHUN)
MoHOreHCKpuH

2155 100% (91,78-100,0)
590 100% (69,15-100,0)
194 100% (54,07-100,0)

Nunct 13
incrtos 29

100% (99,83-100,0)
100% (99,38-100,0)
100% (98,12-100,0)

Konnyectso coBnaslWmnx pe3ynbTaTtoB nccnenoBaHna

[MoBTOpPAEMOCTb
(npoBegeHue MUP B 04uNH feHb,
OAAHUM OMepaTopoM, Ha O4HOM
npubope, ogHa cepus Habopa)
leHoTwn obpasua [eH.mapkepbl

3 nosTopamn33 180 n3 180
3 nosTopa n3 3 180 n3 180
3 nosTopa n3 3 180 n3 180
3 nosTtopa n3 3 180 n3 180
3 nosTopa 13 3 180 n3 180
3 noBTopa n3 3 180 13 180
3 nosTtopa us 3 180 n3 180
3 nosTopa n3 3 180 n3 180
3 noBTopa n3z 3 180 n3 180
3 nosTtopamus 3 180 n3 180

Bocnpoun3sognmMocTb
(npoBepgeHune MLLP B pasHble 4HU, Ha
pasHbix npubopax, pasHbIMuU
onepaTopamu, pasHble cepun Habopa)
FeHoTMN obpa3ya eH.mapKepbl

4 nosTopa n3 4 240 n3 240
4 nosTopa n3 4 240 n3 240
4 nosTopa n3s 4 240 13 240
4 nosTtopa n3 4 240 n3 240
4 nosTopa n3 4 240 13 240
4 nosTtopa n3 4 240 n3 240
4 nosTopa n3 4 240 n3 240
4 nosTopa ns 4 240 n3 240
4 nosTopaus4 240 n3 240
4 nosTopaus4 240 n3 240

* o yKa3aHbl TONbKO BbISIBJIEHHbIE MYTaLlUK, MO OCTaNlbHbLIM MOKa3aTensaM ONpeaenéH «AUKUiR Tun» (HopMma)

MexcepuiiHas 1 BHyTpuUcepuiiHas BOCNpou3BoAnMOcCTb, 10 o6pasyos (no 30 nokasatenen):

FeHoTun obpasya* BHyTpucepuiiHas MexcepuiiHas
Habop 1 Habop 2
CFTR: F508del/- + + +
CFTR: W1282X/- + + +
CFTR: F508del/- + + +
CFTR: 1677delTA/- + + +
PAH: R2610/- + + +
PAH: R408W/- + + +
PAH: Y414C/- + + +
MyTaunin He 06HaPYXEHO + + +
MyTaunin He 06Hapy>XXeHOo + + +
+ +

MyTauuin He 06HapyXeHO

KonuuecTso coBnageHuit
FeHoTun o6pasya leH.MapKepbl

3 nosTopa n3 3 180 n3 180
3 nostopa u3 3 180 n3 180
3 noBTtopa u3 3 180 n3 180
3 nostopa u3 3 180 n3 180
3 nostopa n3 3 180 n3 180
3 nosTopa u3 3 180 n3 180
3 nostopa u3 3 180 n3 180
3 nostopa u3 3 180 n3 180
3 nosTopa u3 3 180 n3 180
3 nostopa u3 3 180 n3 180

* - yKasaHa TO/IbKO BbISIBfIEHHAss MyTaLus, Mo OCTalbHbIM MOKa3aTeNsM ONpeaenéH «aUKUA TUN» («HopMa»)

BocnpoussoaumocTb Mexay Bugamu 6uomatepuana (MK - nepudepryeckas Kpoeb, CM - cyxue NsTHa,

leHoTun obpasuya* MK cn
CFTR: F508del/ + +
CFTR: F508del

CFTR: F508del/ + +
CFTR: R334W

CFTR: dele2,3 (21kb)/ + +
CFTR: dele2,3 (21kb)

CFTR: E92K/ + +
CFTR: E92K

CFTR: F508del/ + +
CFTR: 3849+I0kbhOT

CFTR: F508del/ + +
CFTR: S466X

CFTR; dele2,3 (21kb)/ + +
CFTR: dele2,3 (21kb)

CFTR: F508del/ + +
CFTR: F508del

CFTR: F508del/ + +
CFTR: F508del
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leHoTun o6pasua* MK
CFTR: 1677delTA/ +
CFTR:3821delT

CFTR: F508del/ +
CFTR: N1303K

PAH: R2610Q/ +
PAH; 17610

PAH: R408W / +
PAH: IVS12+1G>A

PAH: 1VS10nt546/ +
PAH: IVS10nt546

PAH: R261Q/ +
PAH: R2610

PAH: IVS12+1G>A/ +
PAH: IVS4+5G>T

PAH: R261Q/ +
PAH: D222X

Konunuectso COBI'Ia,EI.eHVIVIZ

cn

+

FeHoTun o6pasya* MK cn
PAH: R408W/ + +
PAH: R408W

PAH: R252W/ + +
PAH: R252W

PAH: R408W/ + +
PAH: R408W

PAH: R261Q/ + .
PAH: R261Q

GALT:Q188R/ + +
GALT:0188R

GALT: N3140/ + +
GALT:0188R

GALT:Q188R/ + +
GALT:0188R

GJB2: 35delG/ + +
GJB2: 35delG

reHotTun obpasya - 25 13 25, reH.mapkepbl - 700 n3 700.
- yKa3aHbl TO/IbKO BbIABAEHHbIE MYyTalLumK, N0 OCTaNbHbIM NOKazaTensiM ONpefenéH «AUKUN TUN» («kHOpMa»)
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4 MEPBI MPEAOCTOPOXHOCTW

OpraHusauma pab6otel ML P-nabopatopuu, o060pyfoBaHMe W MaTepuanbl  LOMKHbI
cooTBeTcTBOBaTh TpeboBaHMaM FOCT P 52905-2007, meTogMyeckux ykasaHuin MY 1.3.2569-09
«OpraHunzaums paboTbl nabopaTopuii, MCNOML3YHOLWNX MeTOAbl amNANPUKaLUN HYKIENHOBbIX
KMUCNOT, Npu paboTe ¢ maTepunasioM, CoLepXXalinum MUKpoopraHusmsl 1-1V rpynn naToreHHoCcTu», C
cobnofeHneM caHuTapHo-anugemMuonorndeckux npasun CIM 1.2.036-95 «lopsAfoK yueTa,
XpaHeHUs, nepegayv U TPaHCMOPTUPOBAHMA MUKPOOPraHn3MoB 1-1V rpynn naToreHHocTu».

Wccnepyemble obpasubl paccMaTpuBalOTCA Kak NoTeHuuanbHO-onacHble. Mpu paboTte ¢
Habopom cnefyeT HafeBaTb OAHOPAa30Bble MepyaTKy 6e3 TanbKa.

Mpu pabote ¢ MukpoopraHusmamu -1V rpynn naTtoreHHOCTW BbIGOP TWUNa 3aWMUTHOrO
KocTioma (paboueli ofexpabl W CPeacTB WHAMBMAYaNbHOM 3aliMTbl) NPOBOAMTCA B CTPOrOMm
cooTsetcTBun ¢ CI 1.3.2322-08.

CnepfyeT Ucnonb3oBaTbh TO/IbKO OAHOPA30Bble HAKOHEYHUKM M NPO6UpKK. He fonyckaeTcs
MCNONb30BaHME OLHUX W TeX >Ke HaKOHEYHUMKOB npu 006paboTKe pasnyHbiXx 06pasLoB
6ronornyeckoro marepuana.

K pabote ¢ Habopom peareHTOB [ONYCKaeTcA MNepcoHan, OOyYeHHbI MeTogam
MOEKYNPHOM ANArHOCTUKIN 1 NpaBuiaMm paboTbl B KTMHWUKO-ANArHOCTMYECKON nabopatopuu.

BbigeneHne OHK cnesyeT npoBoauTb B 60Kcax MuUKpobuonormnyeckoim 6esonacHoctum |l
knacca. Moarotoeky K MLP ¢ ncnonb3oBaHnem Habopa peareHTOB BO3MOXHO npoBoauTb B MLIP-
6oKcax.

Jran  MUP cnegyer npoBoAuTb B MOMELLEHUM, CHABGXEHHOM  KOMIMJIEKTaMu
NMoNyaBTOMATMUYECKUX UM aBTOMATMYECKUX 403aTOPOB, XafatamMn v NpoYnMm NpuHagnexXHoCTSAMMU.
3anpewaetca nepemelleHne nabopaTopHOro o6opynoBaHMsA, B TOM YuCie [03aTOPOB, LITaTWBOB,
nabopaTtopHOl Nocyfbl, XanaTos, roIOBHbIX YOOPOB U MNp., & TaKXKe pacTBOPOB PeareHToB 13 04HOr0
MOMeLLeHNs B Apyroe.

[lo3aTopbl AOMKHbI OblITb COOTBETCTBYHOLWMM 06pa3oM NoBepeHbl (B aKKpPeaUTOBAHHbIX
nabopatopusax) 1 NPOMapKnpoBaHbI.

MoBepXHOCTM paboymx CTOMOB, a TakKXKe MNOMeleHWi, B KOTOpbIX npoBoautcs TLLP,
cnepyet o6A3aTenbHO, 40 W Mocne nposefeHUs paboT, 06syyvaTtb C NOMOLLbIO GaKTepuLUAHbIX
YCTaHOBOK B TeyeHue 15-30 MUHYT.

Wcnonb3oBaHHble 0A4HOPAa30Bble MPUHALNEXHOCTU (NPOBMPKKU, HAKOHEYHUKU W 4p.)
NOMKHbI COPacbIBaTbCA B KOHTEMHEP ANS MeANLMHCKUX OTXO0A0B, COAEPXALL WA Ae3NHDULNPYIOLLLNTA

pacTeop (Npy HeO6XO0ANMOCTHI).
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BHVMAHWE! ¥Tunnsmposatb 0TXobl ¢ npogykTamu MLP Heo6XxoanmM0o TONbKO B 3aKPbITOM BUAE.
He gonyckaetca oTKpbIiBaTb NPOOMPKKM nocne amnangukaymm (MY 1.3.2569-09).

Bce nosepxHocTu B nabopatopum (pabouyme CTOMbI, WTaTUBbLI, 060pyfOBaHMe U ap.)
eXeHEBHO NOABEPralT BNXHON y60pKe C NpUMeHeHNeM Ae3VHPULMPYOLWLNX/MOKLWNX CPeACTB,
pernaMmeHTMPOBaHHbLIX caHUTapHbIMK npasunamn CI 1.3.2322-08.

Mpu wncnonb3oBaHWM Habopa peareHTOB B K/JAMHWUKO-AMArHOCTUYECKOW nabopatopuu
obpa3yoTca OTXO0Abl Knacca B, KOTOpble YTWAM3UPYKOTCA B COOTBETCTBUM C TpeboBaHUAMU
CaHlMunH 2.1.3684-21 «CaHMTapHO-3NNAEMNONOrNYECKe TPpeOOBaHNA K COLEPXKaHUID TEPPUTOPUIA
FOPOACKUX W CeNbCKUX MNOCeNeHNn, K BOAHbIM 00bekTaM, MNUTbLEBOW BOAE W MUTLEBOMY
BOLOCHA6XeHUo, aTMOC(epHOMY BO3A4YXY, M0OYBaM, XW/bIM MNOMELWEHUAM, 3KCnayaTauum
MPOU3BOACTBEHHbIX, OOLLECTBEHHbIX MOMELEHNI, OpraHu3aLmMm W MPOBEAEHNI0 CaHUTapHO-
NPOTUBO3NUAEMUYECKUX (MPOPUIAKTUYECKNX) MEPONPUATUIA».

OnacHble KOMMOHeHTbI B Habope peareHToB

Hanunuwnel/otcytcTBue Y KasaHne Ha pucku
KomnoHeHT Habopa
onacHbIX KOMMOHEHTOB

Cwmecu gns amnandukayum Ctpum (16 HeT onacHbIX BeliecTs
HanMMeHOBaHW)
Monnmepasa TexHoTag MAX HeT onacHbIX BeL,ecTs -
MLP-6ythep Ctpum HeT onacHbIX BewecTs -
Bydep ana passegeHns AHK HeTt onacHbIX Bew,ecTs '
As3np Hatpua meHee 0,1% ABnsaetTca 6e3onacHbIM Ans

MoNOXMNTeNbHbI KOHTPONbHbLIN 06pasey,
KOHEYHOr0 Nnonb3oBaTens

Mpu Mcnonb30BaHUM NO Ha3HAYEHUIO U COOMIOAEHUIO Mep MPeLOCTOPOXHOCTH, KOHTAKT C
OpraHM3MOM 4YenoBeKa WCKNOYeH. [pu  aBapuiiHbIX CUTyauMax BO3MOXHO Cregylouiee:
pasfpaxeHune KOXn 1 CAN3MCTOM 060/104KN a3 y YyBCTBUTENbHbLIX UL, anfepruyeckas peakuyus.
Mpu KOHTaKTe NPOMbITb MOPaXXeHHOe MeCTO BOLOWA M 06paTUTLCA 38 MEAULMHCKON MOMOLLbIO.

He nonyckaetcs ucnonb3oBaTb Habop peareHToB:

- MpW HapyLleHWN YyCNOBUIA TPAaHCMOPTMPOBaHNSA N XPaHEHWS;

- MpW HECOOTBETCTBUW BHELLHEro BUAa peareHToB, YKa3aHHOro B nacnopre K Habopy;

- NPV HapyLleHNN BHYTPEHHe ynakoBKN KOMMOHEHTOB Habopa;

- M0 UCTEYEHMIO CPOKa roOAHOCTY Habopa.

MpumeyaHne —Habop peareHTOB He COAEPXWT MaTepuasioB GUOMOrMYECKOr0 MPOUCXOXKAEHNUS,
BELLLECTB B KOHLEHTPALMsIX, 06/1aatoLMX KaHLEPOreHHbIM, MyTareHHbIM JeliCTBMEM, a TaKXKE BANSIOLLX
Ha PenpoayKTVMBHYIO (DYHKLMIO YenoBeka. [py MCMonb30BaHUM MO Ha3HAYeHWO U COG/HOAEHUM Mep

npeaoCToOpPOXXHOCTU ABMAETCA 6e30nacHbIM.
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5 OBOPYAOBAHWE N MATEPUAIbI

Mpu paboTe ¢c Habopom peareHToB MOHOreHCKpPUH TpebyroTca cnegytouine obopyLosaHume,

peareHTbl ¥ PacXoAHble MaTepuansbl:

MLP-60Kc;

amnnnukatop petektupytowmii (4Tnpaiv* npoussogera OO0 «HMO AHK-
TexHonorus», Poccus;);

YCTPOWCTBO fo3upytoliee «TCTpUm»;

YCTPOWCTBO AN5 3aneyaTbiBaHWA NaaHWweT «ATnak»;

LeHTpudyra gna MmukponnaHweT 384 NyHKu;

MUKPOLEHTPU(Yra-BOpPTEKC;

XOJIOAUNBHUK U XONOL4WUNbHAA KaMepa,;

MOPO3W/IbHAasA Kamepa;

LWITaTuB «paboyee MeCTO» A8 CTPUNOBAHHbIX NPOO6UPOK 06BLEMOM 0,2 M/, Hanpumep,
000 «HMO AHK-TexHonorus», Poccusi, AN aHanornyHbIiA;

WwraTtne «paboyee mecto» Ana npobmpok o6vEMom 1,5 ma, Hanpumep, OO0 «HIMO
OHK-TexHonorus», Poccus, unm aHanornyHbIii;

[,03aTOPbl MeXaHUYeCKMe N 3NEKTPOHHbIE OAHOKaHaNbHbIE C NepeMeHHbIM 06bEMOM,
nossosatoLme otéupaTts 06bEM xunakoctn 10-100 mkn, 20-200 mkn, 100-1000 MK,
lWITaTMB 4N5 4,03aTOPOB;

OHOPa30Bble HAKOHEYHWKW C (QUALTPOM A1 MN0AyaBTOMaTUYeCKUX [03aTOpOB,
cBoboaHble oT PHKa3 n 1HKa3, 06bémom 200 mkn, 1000 mKn;

OflHOPa30Bble HaKOHEYHWKKN C (PUNbLTPOM ANA YCTpOlCTBa Ao3upytowero ATCTpum,
cBob6oaHble 0T PHKa3 1 AAHKas3, 06vémom 200 MK,

MUKponnaHweT 384 NiyHKW;

nonmMMepHas TepMON/IeHKa 4N 3aneyaTbiBaHUA MUKponnaHweT 384 NyHKu;
(hM310N0TNYECKNI pacTBOP CTEPUIbHBIN;

0[lHOpa30Bble MepyaTky MeguLNHCKMe, 6e3 TabKa, TEKCTYPUPOBaHHbIE;

EMKOCTb 15 c6poca NCnosib30BaHHbIX HAKOHEYHMKOB, MPOOUPOK U APYTUX PaCXOAHbIX
maTepuanos;

fLe3snHpuunpyoLlee CpeacTBo;

KOMNNekT Ans BbigeneHns OHK u3 6uonormyeckoro martepuana (pPeKOMeHAYHTCS
MPOBA-ITC-TEHETUKA npoussogctea OO0 «HIMO AOHK-TexHonorua», Poccus,
MPOBA-LINTO CIN nponssoactsa OO0 <<AHK-TexHonorna TC», Poccus);

ini dhalin ¢ napameTpamun aHanusa.

TonbKo mogenu 4X1, 5X1, 6X1.
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6 AHAJIM3NPYEMBIE OBPA3LbI

6.1 Martepuansl Ans nccnefosaHus
[nsa nccnefoBaHmsa NCNOMb3YIOT LENbHYO Nepudepuyeckyo KpoBb U CyXue NATHa KPOBU.

OrpaHuyeHne MeTofa - BHYTPUBEHHblE WHBLEKLUUWM TemapuvHa, WHGY3MU MpenapaTtoB Ans
napeHTepasibHOro NUTaHNA MeHee YeM 3a 6 4acoB [0 UCCNeL0BaHMS.

B3atne, npenobpaboTkKy W XpaHeHMe Martepuana npoBOAAT B COOTBETCTBMU C
MHCTPYKUUAMU K KOMMJieKTaM/Habopam peareHToB Ana BbigeneHnsa AHK 13 COOTBETCTBYHOLLENO
6nonornyeckoro marepuana.

6.1.1 B3aTue uenbHol nepugepmyeckoli Kposu

B3aTue uLenbHOM nepudepuyeckori KpoBM MNPOBOAUTCS B BaKyyMHble MI1aCTUKOBbIE
npobupkn Tmuna Vacuette 06bémom 2,0 nnm 4,0 mn ¢ fo6aBNEHHON B Ka4eCTBE aHTMKOarynsHTa
COMblO aTUNeHgmammHTeTpaauetata (34TA) B KOHeYHON KoHueHTpauun 2,0 mr/mn. B kauecTse
aHTMKoarynsHTa 4onyckKaeTcs TakXXe UCNob30BaHne unTpaTta HaTtpus. Ans nepemewwmBaHNs KPoBu
C aHTMKOarynsHToOM nocse B3ATUS MaTepuana He0o6XoAMMO nepeBepHYTb NPOOUpPKY 2-3 pasa.
BHMUMAHWE! He gonyckaeTtcs ucnofib30BaHne renapvHa B KAY4eCTBe aHTUKOArynsHTa.

6.1.2 [MonyyeHne cyxux nATeH KPoBu

KpoBb HaHOCKTCA Ha GYMaXHblA HOCUTE/b B KOJIMYECTBE, JOCTATOYHOM ANS MONYyYEeHUs
NATHa AMaMeTpoOM He MeHee 1 cm, nNpu 3TOM KPOBb LOMXKHA nponuTaTh 6ymary Hackso3b. llocne
HaHeceHMsa o06pasua, TecT-6/1aHK BbICyLIMBAeTCS B TOPU3OHTA/IbHOM MOMIOXKEHUN Ha YMCTON
00e3XKNPEHHOM NOBEPXHOCTU HE MeHee 2 4acoB 6e3 MPMMeEHEeHWUA LOMOSIHUTENbHON TenIoBOM
06paboTKM 1 NnonagaHns NPSMbIX COMHEYHbIX NyYei.

BHVMAHWE! Bo wu3bexaHue MONYYEHUS HEBEPHbIX Pe3yNbTaTOB Henb3s AOMYCKaTb,
4yTOObI KTO-M60, KPOME UCCNeAYEMOro naumneHTa, npukacanca K 6ymaxHomy 61aHKy 6e3 nepyatok.

N3 LeHTpafbHON 4YacTW Cyxoro nNATHa creuuanbHbiM NPO6OAHUMKOM BbIGUTH 3 AuMcKa

/ AnaMmeTpoM 3 MM M MOMECTUTb B MUKPONPO6MpPKY o6bemom 1,5 mn

BHUMAHWE! PekomeHayeTcs BblGMBaTb AMCKWM HEMOCPEACTBEHHO Mepef NpoLeaypoit

BblgeneHna JHK.

6.2 TpaHCnopTMpOBaHME N XpPaHEHWE UCCNeyeMoro martepumana

[onyckaetca TpaHCNopTUpOBaHMe N XpaHeHUe 06pasLoB:

LlenbHaa nepudgepnyeckas KpoBb - nNpu TemnepaType oT 2 °C go 8 °C He 6onee 24 4. B
C/flydae HeBO3MOXHOCTM [OCTaBKM Martepuasa B nabopaTtopuio B TeYeHWe CYTOK [ONycKaeTcs
O[JHOKpaTHOE 3aMopaXunBaHue mMaTtepuana. [LonycKaeTcs XpaHeHne 3aMOPOXXeHHOro maTepuana npu
Temnepatype MuHyc 20 °C B TeueHuMe o4HOro Mecsua.

Cyxue nATHa KpOBWM - [OMYCTUMO A0 rofa nocne npocyLunBaHns B WUHAMBUAYaSIbHbIX
ynaKoBKax B YCNOBUSX HW3KOIN BnaxHOCTU (He 6onee 30%) npu TemnepaTtype oT 2 ®C go 8 °C. Mpwm
60nee ANMTENbHbIX CPOKax XpaHeHus o06pasubl CyXux NATEH KPOBM CcliefyeT XpaHUTb Kak
peKOMeHAYeT Npon3BOAUTENb TeCT-6/1aHKOB.
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7 TMPOBEAEHMNE AHAJTN3A

7.1 BbigeneHne AHK n3 6uonornyeckoro matepumana

7.1.1 BbigeneHne LOHK npoBogaT B COOTBETCTBUM C WHCTPYKUMER K WCNONb3yeMOMY
KoMnnekTy/Habopy peareHToB. [Ans BbigeneHns OAHK n3 6uonormyeckoro martepuana
PEKOMEHAYETCA MPUMEHEHME ClefyloLWwmnx KOMMIEKTOB/HA60pPOB peareHToB:  Ans
nonyyenns AHK un3 o6pasyoB nepugepnyeckoin Kposu - KoMNnekT peareHToB [Ans
BbigeneHns AHK no TY 9398-037-46482062-2009 B cneaytouieii hopmMe KOMMIeKTaUuu:
MPOBA-TC-TEHETUKA, OOO "HINO AHK-TexHonorua", Poccusa, PY NedCP
2010/08696 ot 25.10.2016 , agns BbigeneHna OHK un3 cyxux naTeH Kposu - Habop
peareHToB Ans BblgeneHna AHK yenoseka n3 cyxux nateH kposu (MPOBA-LTO CM),
000 "AHK-TexHonorus TC", Poccua unn Habop peareHToB Ans BbigeneHns AHK u3
KIMHUYeCKOro mMaTepuasa Ha OCHOBe CMUPTOBOro ocaxaeHuns («3dkcTtpa-AHK-Buo»?) no
TY 9398-244-98539446-2012, OOO «KomnaHuus Ankop buo», Poccus PY Ne ®CP
2012/13631 o1 29.06.2012.

7.1.2 KoHTponb npurogHoctu BbligeneHHo AHK B xoge MLP ocyuecTBnsgeTcs ¢ NOMOLLbIO
cucTeMbl BHYTpeHHero KoHTpons (BK), Bxoasiueli B cocTaB cMeceil A5 aMnangpukaLum m

npefcTaBnsawoLLel co6oi cucteMy amnanukaunm reHomHon AHK yenoseka (cm. n.9).

BHUMAHWE! Hes3aBucMmMo OT WCMNONbL3YEMOro Komniaekta pAand BbigeneHna AHK u3
6vonormyeckoro Mmartepuana OLHOBPEMEHHO Heo6X04MMO MOArOTOBUTL  OTpULATeNbHbIA
KOHTPO/IbHbIA 06pasel, npoweawnii Bce aTanbl NpobonoaroToBku. B KayecTse oTpuLaTenbHOro
KOHTPO/IbHOr0 06pasua peKoMeHAyeTcs UCMonb3oBaTb (DU3NONOTMYECKMIA pacTBop, B 06bLEME,

] yKa3aHHOM B MHCTPYKLMM K KOMM/EKTY peareHToB Ans BbigeneHuns AHK.

7.2 MoaroToBKa W NpOBeAeHWEe MNOMMMepPasHoON  LUenHoOW  peakuunm  (BapuaHT ¢
npeaBapuTeNnbHOM NOArOTOBKOW peareHTOB pPy4YHbIM A03MpOBaHUEM - «ba3oBblii cNoco6

MOCTaHOBKM»)

721 BcTpsxHuTte npobupku c¢ TMLP-6ytdepom CTpum u nonumepasoin TexHoTagMAX B
TeueHune 3-5 ¢ U LeHTPUYrupyiiTe B TeueHne 1-3 ¢ HA MUKPOLEHTPUAYTe-BOpTEKCE.
BHUMAHWE! Monumepasy TexHoTag MAX pgocTaBaTb W3 MOPO3UNLHOW  Kamepbl
HeNoCpeACTBEHHO Mepes NCMob30BaHUEM.
7.2.2 MpuroTtosbTe cmech MLP-6yepa CTpum 1 nonvmepasbl TexHoTag MAX:
- npu npoBefeHun 24 onpejeneHwWii  eAUHOBPEMEHHO  (BapuMaHT  MOCTaHOBKMU
«MuKkponnaHweTt 384 nyHKu») - pgse npobupku c TMLP-6ydepom CTpum u paBe

npobupku ¢ nonumepasoi TexHoTag MAX;
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- npv nposefeHun 12 onpegeneHnin efMHOBPEMEHHO (BapnaHT NOCTAHOBKM «M0N0BMHA
MUKponnaHweta 384 NyHKW») - ofgHy npobupky c TMLP-6ydepom CTpum n oaHYy
npo6bupky ¢ nonnumepasoin TexHoTaq MAX;

BHecuTe B Npo6upky c MLP-6yhepom CTpum Becb 06BHEM 0HOI NPOBMPKK C NONMMepPasoit

TexHoTagMAX, T.e. 600 mkn TILP-6ydepa Ctpum + 60MKA  nonumepasbl

TexHoTag MAX.

BcTpaxHuTe npobupky co cmeckto MLUP-6ydepa CTpum 1 nonumepasbl TexHoTag MAX B

TeyeHue 3-5 C 1 LeHTpUdyrupyiite B TeueHne 1-3 ¢ Ha MUKPOLLEHTPUQYTe-BOpTEKCE.

BHUMAHWE! Cwmecb MLP-6ydepa CTpum 1 nonmmepasbl TexHoTaqg MAX He06X04MMO FOTOBUTH

HenocpeacTBeHHO nepen Ncnosib3oBaHNEM, XpaHEHME CMECU HE A0MYCKaeTCA.

7.2.4

7.25
7.2.6

7.2.7

7.2.8

7.2.9

AKKypaTHO, 6e3 06pa30oBaHUs BO3AYLUHbIX My3bIPeil, BHECUTE B BOCEMb NMPOOUPOK NMYCTOro
cTpuna no 140 mkn cmecu MLUP-6ydepa CTpum u nonumepassl TexHoTag MAX npu
nocTaHoBKe 24 onpejeneHnii eAUHOBPEMEHHO (BapuMaHT NOCTaHOBKN «MuKponnaHweT 384
NYHKW»), nam no 75 mkn cmecun MLP-6ydepa CTpum 1 nonnumepasbl TexHoTaqg MAX npu
noctaHoBke 12 onpefeneHnin efMHOBPEMEHHO (BapwaHT MNoOCTaHOBKM «[l10/0BMHA
MUKponnaHweTa 384 NyHKM»). 3aKpONTe KpbILWKY CTpMna.

LieHTpugyrupyiite ctpun B TeyeHne 1-3 ¢ Ha MUKPOLEHTPUQYre-BOpTEKCe.
MpomapkupyiTe TpM NyCTbIX CTPUNa, U3 cocTaBa Habopa, Npy NocTaHOBKe 24 onpeaeneHuni
eIMHOBPEMEHHO (BapuaHT MOCTaHOBKU «MukponnaHweTt 384 NyHKW»), UAKM ABa MycCTbIX
cTpuna npu nocTaHoBKe 12 onpefeneHwnii efMHOBPEMEHHO (BapuaHT MOCTaHOBKM
«lMonoBmHa MukponnaHweTa 384 NyHKW»).

BcTpaxHuTe npobupkn ¢ 6ydepom and passegeHms AHK B TedeHne 3-5¢ u
LeHTpUGyrupyiite B TedeHne 1-3 ¢ Ha MUKPOLEHTPUGYre-BOpTEKCE.,

BHecuTe B Kaxaykt nNpoOMpKy MpoMapKMpoBaHHbIX cTpunoB no 100 mkn 6Gydepa ansa
passefeHuna AHK.

BcTpaxHMTe nNpobupkM C  nonydveHHbiMu  npenapataMn  AHK, MN0ON0XUTENbHBIM
KOHTPONbHbIM 06pa3uoM M oTpuuaTe/lbHbIM KOHTPO/bHbIM 06pa3yoM B TeyeHue 3-5¢C u
LEeHTPUGYrupyiiTe B TedeHne 1-3 ¢ Ha MUKPOLEHTpUyre-BopTeKce.

BHVUMAHWE! Mpu ucnons3osaHnu gng soigenenmna AHK komnnekTa peareHtoB NMPOBA-
FC-TEHETWUKA Heo6xoanMmMo nocfie BCTPAXMBAHMA LEHTPUGYrmposatb NPoOGUPKK C
npenapatom AHK npu 16 000 X g B TeYeHMe O4HON MUHYTbI AN5 OCaXKAeHUs copbeHTa. B
Cnyyae ecnv nocne BblgeNeHNs HagocafouHas XUAKOCTb, cogepxalias BolgeneHHyto AHK,
Oblna nepeHeceHa B HOBble MPO6GUPKK, LLEHTPUQPYruposaHne Npon3BoLMUTCA B TeyeHue 3-5 ¢

Ha MUKPOLEHTPUDYre-BopTEKCE.
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OTHocuTeNnbHoe yckopeHue ueHTpudyrn (RCF nnm g) 3aBUCMT OT 4YacTOThbl BpalLeHUs U
paguyca LeHTpuyruposaHus. Ong onpefeneHns COOTBETCTBUA LEHTPURYTU 3a4aHHbIM
napameTpam LeHTpU(pYyrnposaHns obpatnTecb K pyKoBOACTBY MO 3KCNayaTauum.

7.2.10 AKkypaTHO, 6e3 o06pa3oBaHUs BO3AYLIHbIX MYy3blpeil, BHECUTe B COOTBETCTBYHOLME
npobupkn Ctpunos ¢ Oydepom ans passegeHns OHK no 40 mkn npenapata AHK
nccnefyemMmbix 06pasyoB, OTPULLATENIbHOTO KOHTPO/IbHOTO 06pasua M MONOXUTENIbHOTO
KOHTPO/NLHOTO 06pasua.

BHUMAHWE! Bo wu3bexaHne KOHTaMuMHaUUW peKOMeHAyeTcd BHOCUTbL npenapatel AHK wu

MOMNOXUTENIbHbIA KOHTPO/IbHbLINA 06pa3seLl, HAKOHEYHUKAMU C (PUIbTPOM.

7.211 LeHTpudyrmpyiiTe ABONHOI CTPMM CO CMecs MU And amnau@ukayum CTpum B TedeHue 1-
3 C Ha MUKPOLEHTpUMYyre- BOpPTEKCE.

BHUMAHWE! Tlpu nepBoii nocTaHoBKe «[lMonoBMHa MuKponnaHuwieta 384 nAyHKM» nocne

packanblBaHWs He06XO0AMMO MJIOTHO 3aKPbiTb ABOWHOW CTPWUM CO CMECAMMU NS aMnangukalmm

CTpuM BNIOXKEHHbIMW B HA60P KpbILKaMU N XpaHUTb 4O BTOPOI MOCTaHOBKM Npu TemnepaTtype oT 2

°C po 8 °C. lNMocne BCKpbITAA ABOMHON CTPUM CO cMecammn ana amnangukaymm CTpum HeobXo4MMO

MCMoNb30BaTh B TEUEHWE O4HOM Hefenu.

7.2.12 YCTaHOBWUTb ABOWMHON CTPWUN CO CMecaMM Ans amnangukaymm CTpuM, CTPUMbl CO CMeChIo
MLUP-6ydepa Ctpum 1 nonmmepasbl TexHoTag MAX, ¢ pasBefeHHbIMK obpasyamm, «K-»
N «K+», a TakXXe NycTblie CTPUNbI U MUKPONAaHweT 384 NyHKW Ha paboynin cton ATcTpum.

7.2.13 OTKpoiTe ABOWHON CTpUN CO CMecsimu Ana amnangukauum CTpMM, aKKypaTHO CHSB
3alWNUTHYO MJIEHKY WAW OTKPbIB KPbIWKK, W MpoBeAuTe [03MPOBaHME KOMMOHEHTOB
COrNacHoO pyKOBOACTBY MO 3KCnyatauuu.

7.2.14 TlomecTUTe akKypaTHO, He BCTpAXMBaA MukponaaHweT 384 JfYHKM B MOANOXKY
repmMeTusMpytowero yctpoiictea ATnak nocne 3aBeplieHns NporpaMmMbl Ha LO3MPYOLLEM
ycTpoiictee ATcTpum.

7.2.15 T[poBegnte npoueaypy 3aneyaTbiBaHWMA MUKpoNnaHweT 384 NyHKN TepMONIEHKOM
COrNacHoO MHCTPYKUMK K npubopy ATnak.

7.2.16 LeHTpudyrmnpyinte mmkponnaHiweTt 384 nyHku npu 500 x g B TeyeHmne 30 c.

7.2.17 TomecTuTe MuKponnaHweTt 384 NyHKN B AeTeKTUPYOLWMIA amnandukaTop.

7.2.18 3anyctute nporpammHoe obecrneveHme RealTime PCR B pexume «PaboTta ¢ npubopom».
Mpu Mepsom nposegeHun TILP 3arpysute anin «Monogenic_diseases.ini». [pu
nocnefylowmx nocTaHOBKax Bblbepute «MynbTuTecT», Ao6aBbTe B MNPOTOKON TecT
«Monogenicdiseases», yKaxute uUAeHTM(UKaTOpbl 06pasyos, B TOM  4ucne

MONOXWUTENbHOTO M OTPULLATENILHOTO KOHTPONbHbLIX 06pasloB, U npoeegute MLP. Mpu
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Bbl6Ope TeCcTOB B OKHEe «3amyCK nporpammbl amnan@ukauuv» Ao/HKHa oTobpaxarbes

nporpamma, npuBefeHHas B Tabnuue 2.

Ta6nuuya 2 - [NporpaMma amMnaMUKauMU ANs OeTEKTUPYIOLLEero amnaugukaTopa

OTnpaiim
Pexxum
Na o Yucno .
6710Ka Temnepatypa, °C ~ MUH c LMKN0B OMTUHECKIX A1 “C Tvn 6noka
N3MepeHunii
80 2 00
1 1 Linkn
94 5 00
94 0 30
2 5 Linkn
67 0 15 V
3 94 0 5 45
NKN
67 0 15 \Y H
4 25 0 30 1 Linkn
, «KpuBas nnasneHns»,
5 25 0 20 50 \Y 10 [1=1 °C; TKOH=TS °C
6 10 XpaHeHune XpaHeHwne
Mpw co3naHum 6710Ka 5 0TMETUTL TUN "KpuBas nnas/eHuns.
7.3 MoAroToBKa U NpPoBefeHMeE MNONMMepPasHoM LiernHon peakummn (BapuaHT C NpeaBapuTesibHoM

NOArOTOBKOW peareHTOB Ha A03uUpylollemM ycTpolicTBe ATcTpuM - «/HTErpupoBaHHbIi

Cnoco6 NnocTaHoBKM»)

731 BctpaxHute npobupkn c MLUP-6ydepom Ctpum, 6ydepom gna passefeHus AHK u
nonmmepasoin TexHoTag MAX B TeueHue 3-5 ¢ 1 UeHTpUdyrmpyinTe B TeueHne 1-3 ¢ Ha
MUKpPOLLEHTpuyre-sopTekce. [na nposeaeHns 24 onpeaeneHunii eAMHOBPEMEHHO (BapuaHT
nocTtaHoBkM «MwukponnaHweT 384 nyHKW») uUCNonb3yetca fAse npobupku c¢ TLP-
oyepom CTpum, YeTbipe NPobupkK ¢ bydepom ana passegeHna AHK n ase npobupkn ¢
nonumepasoi TexHoTagMAX. [Ons npoBeaeHus 12 onpeaeneHwuii eAMHOBPEMEHHO
(BapnaHT nocTaHoBKM «[l1onoBuHa mukponnaHweTa 384 NyHKW») WUCMNONb3yeTCA OfHa
npo6upka c NuP-6ythepom Ctpum, gBe Npobupkm c bydgepom gns passegeHna AHK n ogHa
npo6upka ¢ nonnmepasoin TexHoTag MAX.

BHVMAHWE! Monumepasy TexHoTag MAX  pgocTtaBaTb M3 MOPO3U/bHOM  KaMmepbl

HeNoCpeACTBEHHO Mepe UCMO/b30BaHNEM.

7.3.2  UeHTpudyrupyiite 4BONHOWA CTPMN CO CMecamu ana amnangukaunm CTpum B TeyeHue 1-
3 C Ha MUKPOLEHTpUQyre-sopTeKCe.

7.3.3 BcTpsixHUTEe npobupkn € NOAy4veHHbIMU  npenapatamun  AHK, N0N0XWUTENbHbIM

KOHTPO/IbHbIM 006pasLoM M OTpuLAaTe/IbHbIM KOHTPO/bHbIM 06pasyomM B TeyeHue 3-5c¢ u
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LeHTpUyrupyinte B TeyeHMe 1-3C Ha MMKPOLEHTPUGYre-BOpTeKce. YcCTaHOBMUTE
nNpo6bupkn Ha pabounii cton ATcTpum B wTatue Ans obpasyos AHK B cooTBeTCTBUN C
npoTtokosnom JINC.
BHVUMAHWE! Mpwn ucnons3osaHun gna soigeneHna AHK komnnekta peareHTos NPOBA-
FC-TEHETUKA Heo6xoAMmo nocne BCTPSAXMBAHMA LEHTPUGYrMpoBaTb MNPoO6GUPKK C
npenapatoMm AHK npu 16 000 X g B TeYeHMe OHOM MUHYTbI ANS OCaXAeHUs copbeHTa. B
C/lyyae ec/iv nocne BbLUeNeHNs HajocafouHas XXULKOCTb, cofepxalias BolgeneHHyo HK,
Oblna nepeHeceHa B HOBbIE NMPOBMPKN, LEHTPUDYTMPOBaHME NMPOMU3BOAUTCA B TeueHne 3-5 ¢
Ha MUKPOLLEHTPU(Yre-BopTEKCE.
OTHocuTenbHoe yckopeHue ueHTpudyrn (RCF munm g) 3aBUCUT OT 4acTOTbl BpalLeHUS U
paguyca UeHTpUQyruposaHusa. A4 onpefeneHUs COOTBETCTBUA LUEHTPUPYrM 3a4aHHbIM
napameTpam LEeHTPUyrupoBaHusa o6paTtuTecb K pyKOBOACTBY MO 3KCMayaTalum.

7.3.4  YcTaHOBMTe ABOIMHOI CTpUN CO cMecsiMu Ans amnangukaymm Ctpum, npobupkn c MLP-
oythepom Ctpum, bydepom ans passegeHns AHK n nonumepasoit TexHoTag MAX, a Tak
Xe nycTble cTpunbl, MukponnaHwet MLUP (384 nyHkn) Ha pabounin cton ATcTpum.

7.3.5 OTKpoiTe ABONHOWA CTpMN €O CMecamu Ana amnangukauun CTpUM, akKypaTHO CHSAB
3alWMTHYIO TMJIEHKY WX OTKPbIB KPbIWKKW, W NPOBEAMTE [03MPOBaHME KOMMOHEHTOB
COriacHO PyKOBOACTBY MO 3KCMayataunm.

BHUMAHWE! Tpu nepBoii noctaHoBKe «[10f0BMHA MUKponnaHweta 384 NyHKW» nocne

packanblBaHUS HE0O6X0AUMMO MJIOTHO 3aKPbiTb ABOWHOW CTPUM CO CMecAMM AN amnangukaumm

CTpuM BNOXEHHbIMW B HAbOP KPbILLKAMUN U XpPaHWUTb 40 BTOPOI NOCTaHOBKWU Npu TemnepaTtype OT 2

°C po 8 °C. Nocne BCKpbITUS ABOIHONM CTPMN CO CMecAMM Ana amnangukaumm CTpuM Heo6XoANUMO

MCMo/b30BaTh B TeUEeHWNe OA4HON Heaenu.

7.3.6  [lomecTuTe akKypaTtHO, He BCTpAXMBasg MukponnaHwetr 384 JYHKM B TMOANOXKY
repmeTusMpytowero yctpoicrtsa A Tnak nocne 3aBepLieHns NporpamMmmbl Ha AO3UPYHOLLEM
ycTpoiictee ATcTpum.

7.3.7 MpoBegnTe npoueaypy 3anedvaTbiBaHUS  MUKponnaHweT 384 NyHKM TepMOMNAEHKOM
COrNacHoO MHCTPYKLUMK K npnbopy ATnak.

7.3.8  UeHTpugyrupyiite mukponnaHweT 384 nyHku npu 500 x g B TeveHune 30 c.

7.3.9 MomecTnTe MUKpoONAaHweT 384 NYHKN B AeTEKTUPYIOLWMA amnandukaTop.

7.3.10 3anyctute nporpaMmHoe obecrneveHme RealTime PCR B pexume «PaboTta ¢ npubopom.
Mpn nepsom nposeseHun TMLP 3arpysute aitn «Monogenic_diseases.ini». 3anofHuTe
MPOTOKO/ COrnacHoO MHCTPyKumu K JIMC. Mpwu BbibOpe TeCTOB B OKHE «3anycK nporpaMmsl

amnanguKaLmMm» AomKHa 0TobpaxaTbCs NporpamMmma, npuBeaeHHas B Tabnuue 2.

& 000 LHPMH (] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU



8.1

8.2

8.3

9.1

9.2

9.3

AN OHKTEXHONOTUA

NHCTPYKUMA NO NPUMEHEHUIO Nuct 23
MoHoreHCKpWH NuncTtos 29

8 PEMMCTPAUUVA PE3YNIBTATOB AMMNMIN®UKALWN

Pernctpaums curHana payopecueHunmn npoBoANTCS Npubopom aBTOMaTUYeCKU BO Bpems
amnangukauuu.

Ha rpatuke 6ynet oTobpa)keHa 3aBUCUMOCTb (PIyOpecLeHLMN OT TemnepaTypbl MiaBneHus
AN Kaaon npobupkn B Tepmobnoke. B Tabnuue cnpaea 6yaeT nokasaH MaeHTUGMUKaTop
obpasya, HasBaHWe BbIABASAEMONM MyTauuMuM W pe3ynbTaT TEHOTUNUPOBAHWUA KaXAoro
obpasua. Mo pe3ynbTataM aHanm3a MOXHO CHOPMUPOBaTL U pacneyaTaTb OTYeT.

B 6naHke oTBeTa YKasblBalOTCA FeHOTMNbI o0bpasuya C KpPaTKoW XapaKTepUCTUKOW K

3aKN0YEHEM NO pe3yibTaTaM FeHOTUNUPOBAHNS.
9 YYET PE3Y/IbTATOB PEAKL NN

YY8T ©n uWHTepnpeTauus pesynbTaTOB peakuuu OCYLecTBAAETCA aBTOMATUYEeCKu C
MOMOLLbKD  NporpaMMHOro  obecneyeHus, MOCTaBAAeMOro €  amnanpuKaTopom
LeTeKTupyoLwum.

[ns Bcex o6pasuoB nporpamma PUKCUpyeTt pesynbTar amnavpukayuy reHomHon QHK
yenoseka (BK). Pe3ynbtart cuntaeTcs LOCTOBEPHbIM, eciv 3HayeHue Cp and BK cocTtaBnser
< 30,0.

B o6pasuax, npoweawunx MLP, ana kotopbix 3HadyeHne Cp gna BK coctaenset < 30,0,
nporpamma onpegensieT reHOTUN nccnegyemoro obpasya, KOTopbli 0To6paxeH B Tabauue

B rpage «Monmmopthnam».

BHMMAHWE! B cBf31M C BbICOKO COUMANbHON N MEAMLMHCKON 3HAYMMOCTbIO HOCUTENbCTBA

MyTauum

B uccnegyembix reHax (CFTR, PAH, GALT u GJB2), B c/y4yae nony4veHus

reTepo3snmroTHoro manm roMmo3nroTHOro nNo MmyTtauynn reHoTuna gnda AOCTOBEPHOCTU PEKOMEHAYETCA

NOBTOPWTL MCCNEel0BaHNE U3 TOTO Xe npenapaTa AHK.

9.4

9.5

B MonoXxuTenbHOM KOHTPO/bHOM 06paslie JO/MKEH ObiTb OnpefenéH COOTBETCTBYHOLLMWIA
reHoTun (CM. NpunoxexHue A):

MONOXUTENbHbIA KOHTPONbHbLIA 06pa3sey, [FOMO3WUIOTHbLIA MO HOpPMasbHOMY annento] -

N N

[ns 06pasyoB C HefocTaTO4HbIM ANna aHanusa konumyectsom AHK (meHee 5,0 Hr Ha

aMnNnguKaunoHHyo npobupky, Cp>30,0 Ha kaHane pgetekuumm BK), nporpamma

onpefenseT HeJOCTOBEPHbIN pe3ynbTar: Hi ol
B cnyvae nonyyeHua HeJOCTOBEPHOrO pe3ynbTaTa TpebyeTcs NnoBTOpPHOe nposegeHue MLP
c umetowmmca npenapatom AHK, nn6o nosTopHoe BbigeneHne AHK 1 noctaHoska MLUP,

nnéo MOBTOPHOE B3ATNE KITMHNYECKOI0 MaTepunasna (BbII'IO]'IHFIeTCFl I'IOCﬂeAOBaTEHbHO).
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9.6 [Ona obpasyoB ¢ goctatoyHbIM And aHanusa konumyectsom AHK (Cp <30,0) nporpamma
MOXeT  OnpeAensTb  COMHUTENbHbIA  pe3ynbtart  ( ? ? ) cornacHo

cnefyrouiMM napaMeTpam aHann3a nonMMopgM3MoB:

- «AHanu3 no TemnepatypHbIM MUKam» - Temnepatypa njasneHus npofykrtos [MLIP
OT/IMYaeTCs OT 3aflaHHOol 6onee, yem Ha 3,0 °C;

- «Pa3HOCTHbI aHanu3» - pasHuua Mexnay 3afaHHOW U MOoNy4vyeHHOW TemnepaTypamu
nniaefieHNs No KaHanam Fam n Hex B npefeniax 0O4HOro reHoTUNa, Uam no KaHanam Rox
n Cy5 B npefjenax olHOro reHoTuna coctasnset 6onee 2,0 °C;

- «HWXHWIA nopor TemnepaTypHOro nuka» - TemnepatypHblin nuk (dF/dT) < 5,0.

[nsa Taknx obpa3uos TpebyeTcs NOBTOpHOe nposefeHue MLP.

9.7 Ona oTpuuaTtenbHbIX KOHTPO/bHbIX 06pa3LoB nporpaMma (QUKCUMPYET HeJ0CTOBEPHbI
pesynbTaT: HA HA
9.8 Mpn NonyyYeHUy NOMOXUTENbHOTO 3HaYeHus (onpeAesieHNe reHoTmna) B OTPULATENIbHOM

KOHTPONbHOM  06pasle  pe3ynbTaTbl  BCEA  MOCTAHOBOYHOW  CEpUM  CUMTAlOT
He0CTOBEPHbIMU. B 3TOM c/lyyae HEOGXOAMMO NMPOBEAEHUE CMeLnanbHbIX MePONpUaTHii

ONA BbIABNEHNA N YCTPAHEHNA BO3MOXHOIA KOHTaMUHaunn.
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10 TPAHCIMOPTUPOBAHWME, XPAHEHWVE N SKCIIJTYATALNA
TpaHcnopTMpOoBaHue

TpaHcnopTupoBaHMe Habopa peareHTOB OCYLECTBAAKT B TEePMOKOHTeiHepax ¢
XnagoafemMeHTammM  BCEMM  BMAAMW  KPbITOrO  TpaHcnopta npu  Temnepartypax,
COOTBETCTBYHOLMX YCNOBUAM XpPaHEeHUS KOMMOHEHTOB, BXOAALLMX B cOCTaB Habopa.
Jonyckaetca TpaHcnopTupoBaHue nofinmepasbl TexHoTag MAX npu Temnepatype ot 2 °C
00 8 ®C He 6o/1ee 5 cyToK.

Habopbl peareHToB, TPaHCMOPTMPOBAHHbLIE C HapyLUeHWeM TeMMNepaTypHOro pexuma,

NMPMMEHeHNIo He MoA/exar.
XpaHeHune

KomnoHeHTbl Habopa peareHTOB, 3a UCKNOYeHNEM nonmmepassl TexHoTaq MAX, cnegyet
XPaHWTb B XONOAUNbHUKE UM XONOAUNBHON Kamepe npu Temnepatype oT 2 ®C go 8 ®CB
TeYeHMe BCEero cpoka rofgHocTn Habopa.

Monnmepasy TexHoTaq MAX cneflyeT XpaHUTb B MOPO3WU/bHO KaMepe Npu TemnepaTtype
OT MUHYC 18 °C f0 MuUHYycC 22 °C B TeUeHMe BCEro cpoka rogHocTn Habopa.

Cwmecun gns amnangukaumm CTpuM crnefyeT XpaHUTb B XONOA4WUbHUKE UAWU XONI0ANNbHOM
Kamepe npu Temnepatype ot 2 °C o 8 °C B 3aWMLWEHHOM OT CBETA MEeCTe B TeUYEHMe BCero
CpOKa rogHoCcTn Habopa peareHToB.

Habopbl peareHToB, XpaHUBLUMECA C HapyLeHWEeM periiaMeHTUPOBAHHOIO pPexunma,

NMPUMEHEHNIO HE noanexart.
YKaszaHuda no aKkcnayatauum

Habop A0/MKeH NPUMEHATLCS COrNacHO AeCTBYHOLLE BEPCUM YTBEPXKAEHHON MHCTPYKL UK

Mo NPUMEHEHMIO.

lMocne BCKPbITUSA YNakOBKM KOMMOHEeHTbl Habopa cnefyeT XpaHWUTb MpPU CNegyroLlimx

YC/I0BUSAX:

- KOMMOHEeHTbl Habopa cnefyeT XpaHUTb B XOI0OAU/IbBHUKE WU XON0AUNbHOW Kamepe npu
Temnepartype oT 2 °C o 8 °C B TeyeHue BCEro CPOKa rogqHoOCTM Habopa,;

- cMecu Ana  amnangukaumm  CTpuM  cneflyeT XpaHUTb B XONIOAUNbHUKE WU
XO0NOAMNbHOW Kamepe npu Temnepatype oT 2 °C go 8 °C B 3alMWEHHOM OT CBeTa
MecTe B TeYeHUe OHON Hefenu;

- nonumepasy TexHoTagMAX cnegyeT XpaHUTb B MOPO3UNbHOW Kamepe Mpu
TeMnepartype MmuHyc 18 ®C 1o MuHyc 22 °C B Te4yeHMe BCero cpoka rogHocTn Habopa.

Habopbl C MCTEKLWINM CPOKOM FOAHOCTY NMPUMEHEHWIO He Noanexar.
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11 YKASAHWA MO YTUAN3ALUNN

Mpu ncnonb3oBaHUM Habopa peareHTOB B KAMHMKO-AWArHOCTUYECKO nabopaTopum

06pasyloTcsa 0TX0/bl Knacca B, KoTopble YyTUAN3NPYIOTCS B COOTBETCTBMM C TPEGOBAHMAMY
CaHnlluH 2.1.3684 n MY 1.3.2569.

M3genva, npuweglive B HeNpurogHocTb, B TOM 4MC/le B CBA3U C WUCTEUYEHMEM CPOKa
roAHOCTK, NoAnexart yTunansawuum B COOTBETCTBUN ¢ TpeboBaHMAMM CaHlMnH 2.1.3684.

12 TAPAHTUWN N3TrOTOBUTENA

MpeanpusATWe-U3roToBUTENb  FapaHTUpPyeT  COOTBETCTBME  Habopa  Tpeb6oBaHUAM
TEXHUYECKUX YCNOBUIA Npyu COGNOAEHUN YCNOBWUIA TPAHCMOPTMPOBAHUA, XPaHEHUS W
aKcnayaTalynm, yCTaHOBNEHHbIX TEXHUYECKUMU YCNIOBUSMMU.

CpoK rogHocT Ha6opa - 12 mecsLeB Npu cOB0EHNN BCEX YCNOBUIA TPAHCNOPTMPOBAHMS,

XPaHEHUs 1 aKcnayaTaLuun.
13 PEMOHT MW TEXHWYECKOE OBC/TY>XVBAHWE

Habop peareHTOB npeAHasHauyeH ANf OLHOKPATHOrO WCMOMb30BaHWUS W He MNOANEXUT

TEXHUNYECKOMY OﬁC]’Iy)KI/IBaHI/IIO N TEKYLEMY PEMOHTY.

CMBO/JIbl, NCMNONb3YEMBbIE MNMPN MAPKNPOBKE HAGBOPA PEATEHTOB

livd| TonbKO AN ANarHocTuKM in vitro d [Jarta npovssoacTsa

V

2

lotJ Cepwus Habopa

TemnepaTypHbIii AnanasoH []a ﬁgﬁ;g:ﬁry‘g‘cmym”m no

KonnyecTtso onpegeneHui A KaTanoxHblii Homep

"ofeH oo

<

AJIpec Npon3BoAUTENs

He fonyckaeTcs Bo3aeiicTeue
CO/IHEYHOrO CBeTa

& 000 LHPMH (] INFO@CIRMI.RU & WWW.GOSZDRAVNADZOR.RU



A [IHKTEXHONOTNS VHCTPYKUMA NO NPUMEHEHUIO Nuct 27
MoHOreHCKpuH Jlnctos 29

15 TNMEPEYEHb NMPUMEHAEMbIX HAUMNOHAJIbHBIX CTAHOAPTOB

FOCT 2.105-95 O6uwme TpeboBaHMA K TEKCTOBbIM JOKYMEHTAM.

FOCT ISO 14971-2011 N3gennsa megnumHckue. NMpuMeHeHWe MeHegXKMEHTA PUCKA K MeAULUHCKUM
N3LeNnnam.

FOCT P 15.309-98 Cuctema pa3paboTku 1 NOCTAHOBKW MPOAYKLUM HA NPOU3BOACTBO. McnbiTaHns
1 NpUEMKa BbiNMyCKaemMol NpoayKummn. OCHOBHbIE MOTOXEHNUS.

FOCT P 51088-2013 MeaununHCKMe un3genus ANnd OUarHOCTUKU WH BUTPO. PeareHTbl, Habopbl
peareHToB, TECT-CUCTEMbI, KOHTPONbHbIE MaTepuasbl, NMTaTeNbHble cpefbl. Tpe6oBaHNA K U34ennam
Y NOLJePXMBatOLLEN LOKYMEHTaLNN.

FOCT P 51352-2013 MeauuUHCKMe U3genns ans AnarHoCTUKM UH BUTPO. MeToabl UCNbITaHUIA.
FOCT P 53022.3-2008 Tpeb60oBaHUSA K KayeCTBY K/IMHUYECKMX NabopaToOpHbIX nccnegosaHuii, Y.3.
MpaBuna OLEHKN KNUHNYECKOW MH(OPMAaTUBHOCTM NabopaTopHbIX TECTOB.

FOCT P NCO 18113-1-2015 MeagmumnHCKMe mn3genusa And AuMarHocTMKK in vitro. WHdopmayms,
npefocTaBnsiemas M3rotoeutenem (MapkuMpoBka). YacTb 1. TepMuWHbI, onpeaeneHus u obuime
TpeboBaHuA.

FOCT P MCO 18113-2-2015 MeanuuMHCKMe wu3genns Ana AnarHoCcTUKWM in vitro. VHMopmauus,
npefoctasnsiemMas U3rotosmrtesniem (MapknpoBeka). YacTe 2. PeareHTbl AN AMarHOCTUKKM in vitro ans
npogeccnoHanbHOro NPUMEHeHUS.

FOCT P NCO 23640-2015 MegnuMHCKMe n3genns Ana  AMarHoctukyn in - vitro.  OueHka
CTabUNIbHOCTW peareHToB AN ANarHOCTUKK in Vitro.

FOCT P NCO 15223-1-2014 N3penna meguumHckne. CUMMBOSIbI, MPUMEHAEMbIE NMPU MapKMPOBaHUN

Ha MeAWLUUHCKMX U30eNuax, STUKETKax W B COMPOBOAUTENbHON AOKYMeHTauuu. 4.1. OCHOBHbIe

TpeboBaHus.
FOCT P 52905-2007 (MCO 15190:2003) JlabopaTtopumn MeguumnHckme. TpeboBaHUs 6€30MacHOCTH.
MpuMeyaHne — YKasaHHble Bbile CTaH4apPTbl OblAM AENCTBYHOWMMM HA MOMEHT YTBEPXAEHMA

VHCTPYKLMW NO MPUMEHEHNIO. B gasibHeiwem, npu nonb3oBaHUM LOKYMEHTOM, LieN1eCO006pa3HO NPOBEPUTL
AEeNCTBYE CCbINOYHbIX HOPMATUBHBIX OKYMEHTOB Ha TEKYLLMIA MOMEHT. EC/IM CCbINOYHBIA JOKYMEHT 3aMeHEH
WM M3MEHEH, TO NpVY MNPUMEHEHUM HACTOALEro [OKYMeHTa ChefyeT Mno/b30BaTbCA 3aMeHEHHbIM
(M3MEHEHHbLIM JOKYMEHTOM).
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16 AJ[PEC [1/19 OBPALLEHWS

Mpon3BOACTBO HA6OPOB peareHTOB MMEET CepTUMULUPOBAHHYIO CUCTEMY MEHEeKMEHTa
KayecTBa M COOTBETCTBYeT TpeboBaHWAM CTaHLapTa CUCTeM MeHeMkmeHTa Kayectsa ISO 9001 B
o6nactn paspaboTka, Npou3BOACTBO M npojaxa IVD peareHTOB U NpubOpPOB ANA MeAULUHCKOW
MOJIEKYIAPHO-TeHeTUYECKOM 4MarHOCTUKN U ApYroro nabopatopHoro npumeHeHmsa n EN ISO 13485
B 06nacTn pa3paboTka, NponsBoACTBO U npogaxa VD peareHTOB U Npu60pPoB ANA MeAULUHCKON
MONEKYNAPHO-FeHETUYECKOM AMarHOCTUKMN.

MponssoanTenb: O6LWECTBO C OrpaHNUYEHHO OTBETCTBEHHOCTLIO «[HK-TexHonorus TC», OO0
«AHK-TexHonorns TC» (O6LLecTBO C OrpaHUYEHHON OTBETCTBEHHOCTLIO), Poccus.

Agpec npoussogutens: OO0 «AHK-TexHonoruna TCx», Poccus, 117246, r. Mockea, HayuHbIli npoesg,
4. 20, ctp.4.

MecTo npoussoactea: OO0 «HK-TexHonorus TC», Poccus, 117246, r. Mockea, Hay4Hblil npoess,

4. 20, ctp.4.

Mo Bonpocam, KacalwuMmcs KavecTBa Habopa peareHToB MoHOreHCKpuH, cnegyet
obpawatbcs no agpecy: OO0 «AHK-TexHonorusa», 117587, r. Mocksa, Baplwasckoe wocce, 4. 125
X, K.6., aTax 5, kom. 14, Ten./pakc +7 (495) 640-17-71, www.dna-technologv.ru
Cnyx6a KNMEeHTCKOM NOAAEPXKKN:

8(800) 200-75-15 (3BOHOK N0 Poccmm GecnnaTHbli),
+7(495) 640-16-93 (ana ctpaH CHI™ 1 3apy6exbs, 3BOHOK MNaTHbIN).

E-mail: hotline@dna-technolopv.ru

3amecTuTenb reH. AMpeKTopa no Hayke

000 «HM® AHK-TexHonormsa»

K.6.H 0.0.Abpamos
«[J » 2021 r

COlrNNMMACOBAHO

Oupektop ®IBY «<HMUL, ATTI

Vm. B.N. Kynakosa» MuH3gpasa Poccun

Axagemuk PAH, npogeccop . T. Cyxux
«X5» 2021 r.
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npunoxexHune A

(obsA3aTensHoe)

Tabnuua AJ1 - NONOXNTENbHbIA KOHTPO/bHbLIA 06pasel, K Habopy peareHToB MoHOreHCKpUH

KOHTPObHBIi 06paseL] KoHTponupyemas cmech ans Oxugaemblii pesynbTtart
amnAnmKaLmm reHOTUMNMPOBaHUA
MMoNOXUTENBHbINA CFTR: 3944delGT
KOHTPO/bHbIN 06pasel, CFTR: F508del
GALT: K285N

CFTR: N1303K
CFTR: 1677delTA
CFTR: 3849+I10kbOT
PAH: 1VS10nt546
CFTR: W1282X
PAH: R261Q
CFTR: E92K

PAH: E280K

PAH: R408W

PAH: P281L
CFTR:G542X
PAH: IVS12+1G>A
PAH: Y414C

PAH: IVS4+50T
PAH: R158Q
CFTR:2143delT
CFTR: R334W
PAH: R252W
CFTR: 394delTT
CFTR:2184insA
CFTR:3821delT
CFTR: S466X
GALT: N314D
GJB2: 35delG
CFTR: dele2,3 (21kb)
PAH: D222X
GALT:Q188R

BK

N/N
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