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110 IIPUMEHEHUIO Habopa pearcHTOB
Juist omnpenienenus myrauuu 657del5 B rene NBS1
METOJIOM IIOJIUMEPA3HON LEMHON peaKlny ¢ AeTeKI[MeN KPUBBIX TIABICHUAS
«Peanbect-I'enernxa NBS1»

1. HABHAYEHHWE

Habop pearentoB mis onpenenenus mytauuu 657delS B rene NBS1 meTomom NOJUMEPa3HOH
LEMHOH peaknuy ¢ JAeTeKuueil KpuBbIx nnasienus «Peanbect-I'enernka NBS1» (nanee mo Texcry
— Habop) npeaHa3HAYeH JUls KaYeCTBEHHOrO ONpEAEIeHHs TeHOTHIIA 110 MyTauun 657del5 B reme
HuOpuna NBS1, BeI3bIBaroleil B roMO3MIOTHOM COCTOSIHMM CHHAPOM NOBpexaeHus Heiimeren u
aCCONMHMPOBAHHOM C yBEIHYEHHEM XPOMOCOMHOH HECTAaOHIBHOCTM M PUCKOM Pa3BUTHs paKka MO-
no4Ho# xkesespl (PMIK) u apyrux omyxoneit (octpbiii 1uM(OOIACTHBIN JIEHKO3, HEXOIKKHHCKAS
muMpoma, OCTPhIH MHENTO0IaCTHEIH JIEHKO3, pak SHYHAKA, KOJOPEKTANBHBIA PaK, OMyXOJIH IIMTO-
BUIHOM JKeJIe3bl, PaKk IpOCTAThl) NPU TETEPOUTOTHOM HOCHTEILCTBE, METOAOM IOIMMEpasHOil
nenHo# peakuuu (I1LIP) ¢ miasnennem mpomyKToB rubpuau3aniu ¢ (IyopecleHTHOH MeTKOi u
MIOCJICAYIOIIMM aHaIM30M KPUBBIX IJIABJICHUS B PEKUME PeanbHOro BpeMeHu. Habop MokeT ObITh
NpUMEHEH JUTsl IMarHOCTHKM CHHJApOMA NoBpekaeHus HelMeren, a Taxie Kak BCIIOMOraTelbHOE
CPEACTBO AMArHOCTHKH P ONPEIEe/ICHUH HACIEICTBEHHBIX (PAaKTOPOB pHCKa OIMyX0Je00pa3oBaHus
H y MAlMEHTOB C YXKE BBIABJICHHBIMH OIYXOJIAMM /11 YTOUHEHUs PAa3HOBUAHOCTU paka (cemeiinas
(opma, accouuuposannas ¢ MyTanueit rena NBS1). HaGop MoxeT GbITh IpuMeHEH s 06pasiios

resomuoii JIHK genoBexa, BbIIEICHHON U3 11€7BHOM KPOBU MM OYKKaIBHOI'O ITUTEIHNS.

2. XAPAKTEPUCTUKA HABOPA
2.1. Ilpusuun meToaa.

[Ipunuun Metona ocHoBaH Ha amiuindukanuu BeibpanHoro yuactka JJHK denoBexa u mo-
CII€AYIOIEH ACTEKIIMK KPUBBIX IUIABJIEHHs IHOPUIHBIX KOMILIEKCOB 1poayKToB 1P u cneuuduy-

HBIX 30HJOB, Hpouecc amnnmpm{aunn 3AKII0TaCTCA B IMOBTOPAIOIINXCA HKIAX: TCMIICpaTypHad
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nenarypauus JJHK-maTpunibl, oT:KUr nmpaiiMepoB ¢ KOMIUIEMEHTAPHBIMU IOCIEI0BATEIIBHOCTIMHU
JAHK-matpuipl, CHHTE3 KOMIUIEMEHTAPHOMU Lienu ¢ 3Tux npaimMepos Taq JJHK-nonumepasoii.

[Tocne peakiyuy aMIuM(pUKALIMU TOHMKEHUE TEMIIEPATYPbl TPUBOAUT K THOPHIU3AINH CIIe-
uupuynoro JJHK-30H712 ¢ mpoaykTOM aMImupUKaluyd U K CHIXKEHUIO YPOBHSI (IyOpecleHTHOIO
cUrHajia B npobupke. B mpoiiecce TemnepaTypHOro miaBjieHHs 00pa30BaBIINUXCS IYIUIEKCOB IMIPO-
ucxoaut BeicBoOOkIeHne JIHK-30H1a, HEcymero ¢uryopecieHTHBIA KpacuTelb. B ciydae Hemou-
HoM kommieMenTapHocT JIHK-30H1a u BeiOpanHoro yyactka JIHK, Temneparypa nnasneHus nymn-
nekca OyAeT HuXKe, 4YeM B ClIydae IMOJIHOM KoMIlJieMeHTapHocTU. Takum obpazom, IUisl IBYX ai-
JICNIbHBIX BapUaHTOB TeMIIEpaTyphl TUIaBJICHUS TYIUIEKCOB 30H/a U MPOIYKTOB aMIUTH(PUKAIUU OT-
JU4YaTcs, Onarogaps A3TOMY MJIEHTUQUUUPYETCS TeHOTUIl («HOpMajbHasi TOMO3HMIOTay,
«TeTepO3UroTay», «KMyTaHTHAsi TOMO3UTOTa»).

2.2. CocraB Habopa:

KommnoneHnT HaGopa (cokpaiieHue) KoanuecTBo
Onucanue.

Konrpoabnblii 00pasen «HopmanabHas romo3urora» (KO1) 1 npoOupka,
becysemnas scuokocmo, codeporcum nampus azuo (0,05%) 1 ma
KounTtpoJabnbliii 06pazen «MyranTHas romo3urora» (KO2) 1 mpobupka,
becysemnas scuokocmo, codeporcum nampus azuo (0,05%) 1 ma
I'oToBas peakuuonnas cmecs ajs [P (I'PC) 48 npobupox
Jluogunuzuposanuas

dmoupyromuii pacreop «I'eHeTuka» 2 .,
becysemnas scuoxocmo no 12 mn
OnrTryeckas mJIeHKa 1 nuct
Bxuaaeim ¢ ungopmanuei o 1Manas’oHax TeMieparyp IJIaBJIeHHs 1 mr.
s KO1 u KO2

2.3. Yci0BUSI NIPUMEHEHUS.

AHanuTHYecKre U AMArHOCTUYECKUE XapaKTEPUCTUKU Habopa ObUIM BalUAMPOBAHBI MPU BbI-
nenennn JIHK u3 kimHu4eckux oOpa3noB (1I€TbHOM KPOBU, OYKKaJIBHOTO 3MMTEIHUS) C UCIIOJIB30-
BanneMm HabopoB «Peanbect-I'eneruxa JIHK-skcnpece» mnmm «Peanbect sxctpaknus 100», mo3Bo-
JAIOIMX noJyuuTh KoHueHTpanuoo JJHK yenoBeka He Menee 250 konui Ha peakIMOHHYIO MPO-
6upky (Ha 50 Mk npenapara Boiaenernoit JJHK).

Habop mpumensiercst ¢ peructpupytommmu ammuupukatopamu: «CFX96» (dpupma «Bio-
Rad», CIIA) unn «AT-96», « ATpaitm» (OO0 «HITO JHK-Texnonorusy», Poccus).
HabGop peareHTOB paccumTaH Ha MPOBeIeHNE aHanmu3a 48 00pa3IoB, BKIFOYAss KOHTPOJIbHBIC
o0pa3Iibl.
3. AHAJINTHYECKHUE U JTUATHOCTUYECKHUE XAPAKTEPUCTUKHN
3.1. Cneunduunocts Habopa «Peanbect-I'enernka NBS1» mo crangaptHoMy 00pasily mpen-

npusitus (COIT 05-2-828), conepskameMy oOpasibl C W3BECTHBIMH TEHOTHUIIAMH I10 MYTaIluu
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657del5 rena NBS1, onpenenennbiMu MeTo10M ceKkBeHHnpoBaHus 1o Canrepy, coctasisier 100 %.

3.2. AnanuTHuecKas YyBCTBUTEIBHOCTh — MUHHMaIbHOE KoinuecTBo JJHK wenoBeka, HeoO-
XOJIUMOE I HOpMaJbHOU paboThl Habopa, — 250 kommii Ha peaKIMOHHYI0 MPoOUpKy (Ha 50 MK
npenapara BeiaeneHHon JJHK).

3.3. AHanuTndeckas CrnenuuIHOCTh — I OIEHKH aHATMTHYECKOW CHeU(UIHOCTH OBLI
mpoBeJieH in silico aHanmu3 mociieJoBaTeIbHOCTEH paliMepoB U 30HI0B O 0a3aM TOCIIeI0BATEIb-
HOCTEH MOTCHIIMAILHO MEPEKPECTHO-PEAKTUBHBIX BUPYCOB M MEKPOOPTAaHMU3MOB, B TOM YUCIIC MUK-
poopranu3zMoB poToBoit monoctu (Staphylococcus spp, Streptococcus spp, Prevotella spp, Lepto-
trichia spp, Corynebacterium spp, Neisseria spp). [lepekpecTHO pearupyronmx BUPyCOB U MUKPO-
OpraHu3MOB OOHAPYKEHO HE OBLIO.

3.4. lnarHOCTHYECKAsT YyBCTBUTEILHOCTD:

- B oTHomeHuH myTaiuu 657del5 nuarHoctuueckas 4yBCTBUTEIBHOCTD, BBIUHCISCMAs Kak
MIPOLIEHT MPaBUIIBHO OIpeeleHHbIX 00pa3oB ¢ myTanueil 657del5 B rene NBS1, B kiimHH4YecKux
UCTIBITAHUAX, TPOBEJCHHBIX Ha oOpasnax ot 28 manuenTos, coctaBmwia 100% (uaTepBan 87,7-100
%, C TOBEpUTEIHHON BEPOATHOCTHIO 95 %).

3.5. JImarHocTuyeckas crielu(puIHOCTb:

- B oTHOIIeHUU MyTaruu 657del5 muarHocTuyeckas crelupuIHOCTD, BIYKUCIIEMAast KaK Mpo-
IIEHT MPAaBUILHO OMpeIeIeHHBIX 00pa3ioB 0e3 myTanuu 657del5 B rene NBS1, B KTHHHUECKUX HC-
MBITAaHUSIX, IPOBECHHBIX Ha 0Opa3max ot 209 mamuenTtos, cocraBmia 100% (uatepsan 98,3-100 %,
C IOBEPHUTEIBHON BEPOSITHOCTBIO 95 %).

3.6. Bocrpon3BoAUMOCTh pe3yabTaTOB KAYECTBEHHOTO OMpEJeNieHUs] TeHOTUIIA M0 MYTaIlluu
657del5 B rene NBS1: knmuHu4eckue UCIbITaHUS, IPOBEACHHbIE Ha 267 oOpa3uax ot 237 nanueH-
TOB C UCIIOJIb30BAaHUEM JIBYX cepuil Habopa peareHToB, nmokazanu 100 % mexcepuitHyro BOCIIPOH3-
BOAMMOCTh Pe3yabTaToB. [Ipu TecTUpoBaHUU B JABYX HE3aBUCHUMBIX MOCTAHOBKAX JIBYMSI Pa3HBIMU
orepaTopamMH Ha JBYX CepHsiXx Habopa o0pa3loB ¢ pa3HbIMU reHOTUNaMU B 10 MOBTOpax Ka)KAblit
BHYTPHUIIOCTAHOBOYHASI, MEXIIOCTAHOBOYHASI M MEXKCEpHUHHAs BOCIIPOU3BOIMMOCTH pPE3YJIbTAaTOB
cocraBuia 100 %.

4. MEPBI ITPEJOCTOPOKHOCTH
4.1. [oreHumansHbIN puUCK MpUMeHeHus1 Habopa — kiacc 26 ([Ipukaz M3 PO ot 06.06.2012
Ne 4n).
4.2. Ilpu pabdote ¢ Habopom cienyet coomoaats CII 1.3.2322-08 «be3zonacHocTh pabOTHI ¢
mukpoopranuzMamu |1-1V rpynn maroreHHOCTH (OMacHOCTH) M BO3OYAMUTENSIMU Iapa3HUTapHBIX
Oone3neity. Habop npennasHaueH i npodeccuoOHAIBHOTO MPUMEHEHUsT B KIMHUYEeCKOoi madopa-

TOPHOM TMarHOCTUKE 00yUYEHHBIM IEPCOHATIOM.

Perncrpanus MH B PocanpaBrangsope
www.nevacert.ru | info@nevacert.ru



4.3. Hexoropsie komnonentsl (KO1 u KO2) conepsxar HaTpus a3ua B KOHIIEHTpAIUH, YKa-
3aHHOH B 1. 2.2 «CoctaB Habopay.

4.4. Jlnst mpeoTBpaIeHs] KOHTAMUHAIIMH HEOOXO0IMMO TEPPUTOPHAIBLHO PA3ACISTh dTAIbI
Boienienns JJHK u mocranoBku IIL[P cormacHo MY 1.3. 2569-09 «Opranu3aius paboThl J1abopa-
TOPUM, UCIIOJIB3YIOIIUX METObl AMILTU(UKALIUYA HYKJIEHHOBBIX KUCIIOT MPH paboTe ¢ MaTepuasIoM,
coJiepKaIlMM MUKpoopranus3Msel [-IV rpynit matoreHHoCTH».

4.5. Tlpu pabore ¢ HaOOPOM HEOOXOIUMO HAAEBATh OJHOPA30BBIC MEIUIIMHCKHE TICPUYATKH,
UCIOJIb30BaTh TOJIBKO OJJHOPA30BbIe HAKOHEUHHUKH C (PUIBTPOM JJISl 103aTOPOB.

4.6. Kaxxmoe pabodee MeCTO JODKHO OBITh CHA0KEHO COOCTBEHHBIM HAOOPOM J03aTOPOB
MEPEMEHHOTO 00beMa, HEOOXOJMMBIMH BCIIOMOTATEIbHBIME MaTepualiaMd M 000pyAoBaHHEM. 3a-
MIpeIaeTcs UX NepeMelieHIe MEeX Y padourMU MECTaMH.

4.7. He nomyckaeTcsl UCIOJIb30BaHKE OJHUX U TEX K€ HAKOHEYHUKOB MPHU J00aBICHUH pa3-
HBIX 00pa3IoB.

4.8. Tlocie okoH4aHust paboT TS Te3UHMDEKIMA ¥ TIPEIOTBPAIICHNST KOHTAMIHAIIMY BCe padoume
TIOBEPXHOCTH ¥ 00OPYIOBAHUE CIICTYeT MOJBEPTHYTH JACHCTBHIO OaKTepUIMAHBIX Y@ JaMn B TCUCHUE
1 yaca. 3ateM 00paloTaTh pETIaMEHTHPOBAHHBIMU CAHUTAPHBIMHU MPABHJIAMH JIE3MHULMPYIOIIIMU
cpencrBamu (maxumu, xax: 0,8 % pacmeop «/lezomaxc-Hnnosar, 1 % pacmeop «Huabaxy, 0,5 % pac-
meop «Jluzaguny, 1 % pacmeop «Mucmpanvy, 1 % pacmeop «Benmoneny).

4.9. Bce uCmonb30BaHHBIE OJHOPA30BBIE MaTepHalbl MOABEpraTh 00paboTke Ae3MH(HIIN-
PYIOIIUMHU CPEJICTBAMHU C MOCHeayomen yrunuzanuei (cM. MY 287-113 «Metoaudeckue yka3aHus
Mo Je3uH(eKINH, MPEICTePUIH3AMOHHON OYMCTKE U CTEPUIM3AIMHN W3AETHH MEIUIIMHCKOTO
Ha3HAYCHHUS).

4.10. Ipu ucrons30BaHUU HAOOpa 00pa3yroTCs 0TXObI KitaccoB A, b u I, koTopeie kimaccugu-
UPYIOTCS U YHUUTOXKAKOTCS (yTrm3upytotes) B coorBerctBuu ¢ CanlluH 2.1.7.2790-10 «CanurtapHo-
SMUIEMUOTIOTHYECKHE TPEOOBaHUS K OOpAIlIEHUIO ¢ MEAUIIMHCKUMU OTXOoAaMuy. Jle3nHdpekimo Habo-
POB peareHToB cieayeT npoBoauTh o MY 287-113 «Meroandeckue ykazaHus 1O JC3UH(EKIIH,
MIPEACTEPUIIN3AIIMOHHON OYMCTKE U CTEPUIIN3ALUH U3EIUNA MEUIIMHCKOTO Ha3HAUSHU .

5. OBOPYJIOBAHUE U MATEPUAJIbI

— aMITMUKATOp TUIAHIIETHOTO TUMA C JIeTeKIrel (pIyopecleHlnd B peKuMe PeallbHOTO
BpeMeHH (¢ KaHaioM jaetekiuu «FAMy):

«CFX96» (dpupma «Bio-Rad», CIHIA), «AT-96», «ATmopaitm» (OO0 «HIIO JHK-
Texnonorus», Poccus);

— JJaMHHApHBIN OOKC 2-T0 KJlacca OMOJIOTMYecKOl 3aIuThl (Harnpumep, O0Kc abakTepHalb-
HOM Bo3aymHOM cpeas! Tuna BABn-01, «Jlamunap-c», AO «Jlamunaphsie cuctemsl, Poccus);

— XOJIOMWJIBHUK OBITOBOM, MOAepKUBarouii Temmneparypy (2-8) °C;
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— MUHHU-TIEHKEp TUIAHIICTHBIA, oOecreunBaronuii vactoty BpameHus 1200 o6/muH
(mampumep, «PSU-2T», dupma «BioSany, JlaTBus);

— MuKponeHTpudyra mms  OpoOUpPOK BMECTHMMOCTBIO 2 MJI, OOecrednBaroias
13000 06/mun (Hanpumep, «Eppendorf MiniSpiny, dupma «Eppendort», I'epmanus);

— BCTpsXHBaTENb Ui npoobupok (Hampumep, «Bio-Vortex V-1 plusy, ¢upma «BioSany,
JlaTBus);

— TepyYaTKd METUIMHCKHAE OJHOPAa30Bble HECTEPHJIbHBIE HEOMYJpPEHHBIC JATEKCHBIC WIIN
HeonpeHoBble (Hanmpumep, nepyatku «NeoTouchy, pupma «Ansell HealthCarey, ['epmanus);

— J103aTOpbl OJHOKAHAaJbHbIE C IMEPEMEHHBIM O0OBEMOM, CO CMEHHBIMH HAaKOHEYHHKAMHU
(manpumep, pupma «Biohity, OunnsHans);

— OJIHOPA30BbIE HAKOHEYHHUKH JUIS 103aTOPOB C 3AIIUTHBIM (PHIBTPOM /a3p0O30JIbHBIM Oaph-
epoM (Hampumep, bhupma «Sartorius», ['epmanus);

— IITaTHBBI JUISI MUKPONIPOOUPOK BMeCTUMOCThIO 2 Mut U 0,2 mu (Hanmpumep, ¢upma SSI,
CIIA);

— KOHTEHHep it cOpoca oTXxoq0B (Hampumep, «KonrteliHep myisi cOpoca oCcTpOro MHCTPY-
menTapus — EK-01», pupma «KM-TTPOEKT», Poccus);

— HOX KaHUEJSIPCKUIA WM HOKHUIIBL.
6. MOATOTOBKA AHAJIM3BUPYEMBIX OBPA3L1OB U PEATEHTOB

6.1. [ToaroroBKka aHAJIM3UPYEMbIX 00Pa310B.

Basitre, TpaHCcIOpTHpOBaHKWE W XpaHEHHWE HMCCIEIYyeMOro MaTephalia OCYHIECTBISIETCS CO-
rnmacHo MV 1.3. 2569-09 «Opranuzanus paboTsl 1a00paTopuid, HCHOIB3YIOMUX METOJbl aMIIH-
(buKalUyu HyKJICHMHOBBIX KHCIOT MPU paboTe ¢ MaTepHUajaoM, COJEPKAIUM MUKpoOopraHusmsl [-1V
TPYIIIT TAaTOT€HHOCTHY.

Jlnis aHanm3a MoATrOTOBHUTH KIMHHYECKHE 00pa3iibl (OyKKAIIBHOTO SMUTENUS U EIbHOU KO-
BH) ¢ IOMoIIbI0 HaOopoB [yt Beienenus JJHK.

Kaxnas rpynma oOpasnos, npoxojsiias uepes3 npouenypy Beiaenenus JAHK, nomxna co-
nepxatb KO1 u KO2, xoTopble sSBISIOTCS KOMIOHEHTaMU IaHHOTO Habopa.

6.1.1. Bwigenenne JJHK c¢ momompio Habopa pearentoB «Peanbect-I'enetnka JIHK-
HKCIPECCH.

Brinenenne JIHK 13 06pa3iioB nmpoBOAUTH COTJIACHO MHCTPYKIUHM K HaOOpy. DIIOIHIO 00-
Pas3IoB MPOBOJUTH ITIOUPYIOMIAM pacTBOpPoM «I €HeTHKa», KOTOPBIH SBISETCS KOMIIOHEHTOM JIaH-
Horo Habopa. [Ipo6s! roToBsl k mocranoBke [11[P-ananusa.

[Tocne BckphITUS (pi1akOHA ANMIOUPYIONIUH pacTBOp «I'€HeTHKa» XpaHUTh MPU TeMIlepaType
(2-8) °C ne Ooiee 3 mecsiieB.

6.1.2. Beinenenue JIHK ¢ momomsto Habopa pearentoB «Peanbect axcTpakiust 100».
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Brinenenne JIHK u3 oOpas3iioB mpoBoauTh 0e€3 n00aBiICHUS BHYTPEHHETO KOHTPOJIBHOTO
obpasna (BKO). KO1 u KO2 npoxoast npouenypy Beiaenenus JJHK aHanorudno monoxxurenbHo-
My KOHTpoiibHOMY 00pasiry (ITKO) (cM. mHCTpYKIIMIO IO IPUMEHEHUIO Habopa /171 BBIACTICHNUS).

[Tpu Beinenenun JIHK u3 oOpasiioB nenbHOM KpOBH, HEOOXOIUMO MPOBECTH UX TPEIBAPHU-
TeJIbHYI0 00paboTKy C Hcmonb3oBaHueM Habopa peareHTOB «Peanbect ['emonutux». [IpenBapu-
TeIbHOUW 00pabOTKe MOJBEpraercsi meiabHash KpoBb 00beMOM 50 MKJ COTJIACHO MHCTPYKIMH IO
IIPUMEHEHUIO Habopa.

Omonuio 00pa3noB npoBoauTh B 200 MKII 3IIOUPYIOLIET0 PacTBOPa, BXOMSILIErO B COCTaB
Habopa s BeineneHus. 3ateM 100aButh 400 MKI 3aroupyroniero pactsopa «l eHeTukay, BXOJs-
IIer0 B COCTaB JaHHOTro Habopa. TmarenpHO mepeMeriats Ha Boprekce. LlenTpudyrupoBars Ha
mukpoueHTpudyre npu 13000 06/mMuH 1 MuUHYTY. Y CTaHOBUTH TPOOUPKU B MArHUTHBIN IITATHB.

[Tocne BckppiTUA (hiIaKoHa SIIOUPYIOLUUI pacTBOp «I eHEeTHKa» XpaHUTh MPHU TEMIEpaType
(2-8) °C ue 6oiee 3 mecsIieB.

6.1.3. Beimenennyto JIHK xpanuts npu remmeparype (2-8) °C ue 6omnee 24 gacos.

6.2. IloaroroBka peareHToB.

[lepen Hayamom pabOThI U3BIIEYb HAOOP U3 XOJOAWIBLHUKA, BbIAEpkaTh mpodupku ¢ ['PC B
ymakoBke (He BckpbiBas!) mpu temneparype (18-26) °C ne menee 30 MuHyT. 3aTeM BCKPHITh YIIAKOB-
Ky, aKKypaTHO € MOMOUIbI0 KaHIEISPCKOr0 HOXKa WJIM HOXKHMII OTpe3aTh HEOOXOIUMOE KOJIUYECTBO
(mo ymciy moarotoBiaeHHbIX mpo0, Bkimodas KO1 u KO2) npodupok ¢ I'PC. Otpesars npodupku
CIIeTyeT BMECTE C IMOKPBIBAIOIIEH UX IIEHKOM.

Bunmanmue! Hencnons3oBanuele npodupku ¢ I'PC ynakoBaTh B MakeT ¢ OCYIIUTENEM, YAa-
JIUTh U3 HETO JIMIIHUI BO3yX U IUIOTHO 3aKPbITh 3aKUM.

[Tocne mepBoro BckpwiTUsi ynakoBku ['PC xpanute npu Temneparype (2-8) °C He Gonee
3 MecHIIEB.

KO1 u KO2 nocnie BCKpbITHS MPOOUPKU XpaHUTh npu Temnepatype (2-8) °C ne Oonee 1 me-
csitia WM amukBoTamMu 1o 50 Mk pu temmneparype Munyc (18-24) °C ne 6omnee 3 MecsIies.

7. MPOBEJIEHUE AHAJIN3A

7.1. Heo6xoaumoe xomuuecTBo npodupok ¢ ['PC nponymepoBath U pacroyioXuTh B IITaTH-
BE.

Buumanue! Hannucu crnenyer pacmnosnarate Ha OOKOBOM uyacTH mpobupok. OnTuueckas
MIEHKA JTOJKHA OCTaBaThCI YHUCTOM !

7.2. B kaxayr npoOUpKy 103aTOPOM, UCHOIB3YS JIIS KaXJIOTO 00pasiia MHANBUAYaTbHBIN

HaKOHEYHMK C ¢uibTpoM, BHecTu 1o 50 Mki pactBopa BblnenenHoi JJHK. He 3axBarbiBath oca-

TOK!

[1n10THO 3aKIEUTh MPOOUPKU ONTHIECCKOU TIIEHKOM.
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7.3. TlomectuTh MpoOUpKH B MUHHU-IEHKep. [lepemeniaty cogepKuMoe MpoOUPOK ¢ 4acTo-
toii BpameHust 1200 o6/MuH B TeueHre | MUHYTHI.

7.4. IlomecTuTh IPOOUPKH B aMILTU(UKATOP.

7.5. 3anporpaMMupoBaTh NpUOOpP Js MpoBeAeHUs aMIUTupuKanuu crenupuyeckux Qpar-
MenToB JIHK ¢ mocnenyromum miaBieHrneM IpoyKTOB THOpUAU3AIuu ¢ (PIIyopeclieHTHOW METKOM
Y JICTEKIIMEH KPUBBIX IJIABJICHHUS B COOTBETCTBUU C MHCTPYKIIMEH K TPUOOPY.

[TpoTOKOIIBI MPOBENCHUS PEAKITNH AMILTU(DUKALINN:

1t mprbopa «CEFX96y:

— 1 cragus: 50 °C — 2 MUHYTHI;

— 2 cragusi: 95 °C — 2 MUHYTHI;

— 3 cragus: 50 uukios (94 °C — 10 cexynn, 60 °C — 20 cekyHn);

— 4 cragus: «kpubas miasieHus» ot 27 °C ngo 75 °C ¢ marom 1 °C B TeueHHe 5 ceKyH]
(u3mepenue (IyopecueHIInU IPOBOIUTH HA KaXI0M IIare);

— 5 cragus: 10 °C — 1 munyTa.

11t ipubopoB « A T-96», « I Tupaiimy:

— 1 cragus: 50 °C — 2 MUHYTHI;

— 2 cragus: 95 °C — 2 MUHYTHI;

— 3 cragus: 50 uuxios (94 °C — 10 cexynn, 60 °C — 20 cexyHn);

— 4 craaus: «xpuBas miaaBieHus» ot 27 °C no 75 °C ¢ marom 1 °C B Teuenue 13 cekyH[
(u3mepenue (iryopecleHIIUH TPOBOIUTh Ha KaXIOM LI1are);

— 5 cragus: 10 °C — xpaHeHue.

7.6. BeiOpatps kanan «FAMy [uIst JeTeKny KpUBBIX IUIABJICHUS TYTIJIEKCOB CIIEIU(UIHOTO
JIHK-30H1a 1 ipoAyKTa aMIuTH(UKAIUY IS peructpanui mytauu 657delS rera NBS1.

7.7. 3anporpaMMHUpOBaTh MOJIOKEHHUE MTPOOUPOK C MCCIEAYEMbIMH M KOHTPOJIBHBIM 00pa3-
IIOM COTJIACHO MHCTPYKIIUU K UCIIONIb3yeMoMy TTprbopy.

7.8. 3amycTHTh TpOrpaMMy M TIPOBECTH PEAKINI0 aMIUTM(UKAIUN C peructpamnmend ¢iyo-
PECIIEHIIMH B PEXKUME PEAIbHOTO BPEMEHHU.

8. AHAJIM3 M1 YUET PE3YJIbTATOB

8.1. YcuaoBus anau3a u yuéra pe3yJbTaToB

Hns KO1 B xanane gerexkunn «FAM» mommkHO (GUKCUPOBATHCS HATHMYHUE OJHOTO TTHUKA TJIaB-
JIEHUSI, COOTBETCTBYIOIIEro TeHoTHIy «HopmanbHasi roM0o3Urora», U ONpeneNaTbcs 3HaUYeHUE TeM-
nepaTypsl IJIaBJIE€HUs. 3HAUCHHE TEMIIEpaTyphl IJIABJIEHUS JOJIKHO HaXOJUTHCS B JUANA30HE TEM-
neparyp st KO1, ykazanHOM BO BKIabIlIe K HaOopaM JaHHOW CepHUu.

Jns KO2 B xanane aerexkunu «FAM» mommkHO (UKCUPOBATHCS HATHMYNUE OJHOTO TTHUKA TJIaB-

JICHUA, COOTBCTCTBYIOLICTO I'CHOTHUITY ((MYTaHTHaSI TOMO3HUIroTa», U ONpeACIATHCA 3HAYCHUC TCM-
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IepaTyphl IJIAaBJICHUSA. 3HAYEHUE TEMIIEPATYpPhI IIJIABICHUS JOHKHO HaXOIUTHCS B JUANIA30HE TEM-
nepatyp st KO2, ykazaHHOM BO BKJIaJIbIIIe K HAOOpam JaHHOU Cepuu.

8.2. Anasn3 pe3yabTaToB onpenejaeHnus myrauuu 657delS B rene NBS1.

8.2.1. Jlns xaxkaoro ucciaeayeMoro oopasna B kaHaie aerekuun «FAMy mommkeH hukcupo-
BaThCs OJUH (B Cly4ae TOMO3UTOTHOTO HOCUTEILCTBA) WM JBa (B ClIy4ae IeTepO3UrOTHOrO HOCH-
TEJIbCTBA) [TMKA IIJIABJICHUS U ONPEAEIATHCS 3HAUEHUE TEMIIEPATYPhI I1JIaBICHHUS.

8.2.2. T'enorun aHanm3upyemMoro oOpasma mo wmyramuu 657del5 yuuThiBaeTcs Kak
«Hopmanbaas romosurora N/N» (rae N — HopMma (OTCYTCTBHE MyTalllH)), €CIIH I 3TOr0 00pasia
bukcupyercs HaM4YKMe OJHOTO MHKA IJIABJICHHUA, IPU STOM 3HAUYECHHE OTJIMYaeTcs He Oojee 4eM Ha
2 °C ot Temnepartypsl mwiasnenus s KO1.

8.2.3. Tl'enotun ananmu3upyemoro oOpasma mo mytauuu 657del5 yuuteBaeTcs Kak
«MyrtanTtHast romo3urota del/dely, eciu mist aToro obpasna GUKCHPYETCsS HAIWYHAE OJHOTO IMHKa
TUTABJICHUS, TIPYU ATOM 3HaYeHHE OTJInYaeTcs He Oosee yeM Ha 2 °C oT TeMrepaTyphl IUTaBIeHUs AJis
KO2.

8.2.4. Tenorun aHanu3upyemMoro oOpa3ma mo wytaruu 657del5 yuuThIBaeTCs Kak
«[ereposurora N/dely, ecau mist atoro obpasna GUKCHpPYETCs HaIU4YHe IBYX IMHKOB IUIABJICHHS,
IIPH 3TOM 3HAYEHHE OJHOTO OTiIHuYaeTcs He Oosee yeM Ha 2 °C oT TeMiiepaTypbl IJIaBICHUS IS
KOl1, a remnepatypa BTOporo otinuyaercsi He 6osee yeM Ha 2 °C OT TeMIieparypbl IUIaBICHUS IS
KO2.

8.3. Pe3ynbTaT reHOTUIMPOBAHUS CUYMTAECTCSI COMHUTENIbHBIM, €CJIM TEMIIEPATypa IJIaBJICHUS
MPOJIYKTOB THOpHAM3AUU OTiH4YaeTcs Oonee yeM Ha 2 °C oT 3HadeHwi, momydeHHBIX st KO1
u/nmn KO2, nubo nuku miaBiieHus: oTCyTCTBYIOT. COMHUTENbHbBIE PE3yIbTaThl HE MOJJIEkKAT aHa-
JIA3Y U YUETY.

COMHUTENBHBIN pe3ynbTaT MOXKET ObITh BBI3BaH CIUIIKOM HU3KOW KOHIEHTpAIMel reHOM-
Hoii JIHK B peakunoHHO# cMmecu (BClieACTBHE HENPaBHIBLHOTO 3a00pa MaTepHala, OIMOOK Hpu
poOOMOATOTOBKE WJIM MPU MCTOJIB30BaHUHU Henoaxoxasamero meroga Beiaenenns JIHK). Komnue-
CTBO KOTNHUH T€HOMa YelioBeKa B BbiiesieHHOM oOpasne [JHK moxeTr ObITh TPOBEPEHO € MCIOJIB30-
BaHUeM Habopa peareHTOB «Peanbect Banunamus o6pa3siay, BEISBISAIOLIETO (parMeHT ayTOCOMHO-
ro yHukajgbHoro resa yenoseka HMBS. Ecnu ans ananusupyemoro ooOpasua 3nayenue Ct JJHK re-
Ha HMBS no xananmy «ROX» Gosbiie 33 umu He onpeaensercs (TO €CTh Co/iepKaHue B PEaKIMOH-
HOM cMmecu koruid (reHoM-3kBuBasieHToB) JIHK rena HMBS menee 250), To 3TO CBUIETETBCTBYET O
HeznoctarouHoM komuyectBe JIHK B BbinenenHoM oOpasie. Heo6xoanMo mpoBecTH HMOBTOPHBIN
3a00p A7 uccienoBaHus oOpasia OyKKalIbHOTO SMUTENUS WIM MPOBECTH MOBTOPHBIM aHAIN3 00-

pasua ueabHOW KpoBH, HauMHas ¢ 3tana Beiaenenus JJHK.
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8.4. Jluarnocruyeckasi 3HaUMMOCTb.

I'en NBS1 xomupyer 6enok HuOpun (NBN), Bxomsmuii B coctaB pepMEHTAaTHBHOTO KOM-
IJIeKca penapauuu ABYHUTEBBIX pa3pbiBoB JIHK. JlaHHBI KOMILIEKC BaXK€H HE TOJIBKO ISl HC-
MIpaBJIEHUsl CIOHTAaHHO BO3HUKaromux pa3peiBoB JJHK, HO ydacTByeT Takke B Ipyrux npoueccax,
IIpU KOTOPBIX 00pa3yroTcs AByuenodyeunbie pa3pbiBbl JJHK, Takue xak meilorndeckas pekoMOuHa-
IIUS TIPU CO3PEBAHUU TIOJIOBBIX KJIETOK, pEKOMOMHAIIMS T€HOB MMMYHOTTIOOYJIMHOB IIPU CO3PEBaHUU
TUMQOIUTOB, TCHHASI KOHBEPCHUSI U TOMOJIOTHYHAST PEKOMOUHAIINSA JIJIsl UCTIPABIICHUS TTOBPEXKICHUN
B reHome. Taxke HUOPUH SIBJISIETCS KOMIOHEHTOM CUTHAJIBHOTO MYTH peaklMyd Ha MOHU3HUPYIOIIee
U3ITy4YeHUe U aKTUBAIMKM TOUYKH KOHTPOJIS B S-¢a3e KJIETOYHOTrO [UKJIA.

Hannune myTanuii, moBpexxaaromux 0enox, B ooenx xorusx reaa NBS1 npuBoaut x pa3su-
THIO cuHApoMa HeliMereHcKoro MmoBpeXICHHS, M0 KoTopoMy reH W Ha3zBaH (Nijmegen breakage
syndrome, NBS). Cunapom XapakTepu3yeTcs MHKpoledaineid, 0co00i BHEIIHOCTHIO («ITHYBE
JUI0»), HEOOIBIIUM POCTOM, UMMYHOJE(PUIIUTOM, BEICOKON PaJiMalliOHHON 4YBCTBUTEIHLHOCTBHIO U
CWJIBHOH NPeApacioyioKeHHOCTH K 3JI0KaYECTBEHHBIM HOBOOOPA30BaHUSIM.

VY oOGonpmmHcTBa (> 90%) manueHToB ¢ cuHAapomMoM HeliMereH BbIABISETCS MyTalUs
657del5 B 6 9k30He, TMPUBOSIIAS K CIABUTY PAMKU CUMTHIBAHUS U MPEKICBPEMEHHOMY OOpPBIBY
cuHTe3a OenKkoBoil nernouku. CuuTaeTcs, 4YTo AaHHAs MyTalus nmoguuHsercs «3ddexTy ocHoBare-
Js» JUTS CIaBSIHCKOM momysisiiini. Hanbospmas yactora BeissBieHust 657del5 B [ombiire, Takxke oHa
CPAaBHUTEIBHO 4acTO BCcTpeuaercss B Uexuu, B YkpauHe u B Poccun. Y manueHToB ¢ CHHIPOMOM
Heiimeren wmyramus 657del5 BeisBiseTcs b0 B TOMO3Wrore, JMOO B BHAE KOMITAyH/I-
TeTepPO3UTOThl B COYETAaHUHU C IPYTUM JeeKToM reHa (00bIYHO 3K30HHBI 6-10). I'eTepo3urornoe Ho-
cuteiabcTBO MyTaimu 657del5 NBSI1 He mpuBOAMT K pa3sBUTHIO MOAHOTO (DEHOTHIIA CHHAPOMA
HeiimereH, ogHako, acCOIMMPOBAHO C YBEJIWYEHHEM XPOMOCOMHOW HECTaOMIBHOCTH U PUCKOM
pPa3BUTHSA Pa3HBIX TUIIOB OIyXxoJiel. B pa3HbIX uccinenosanusx B Poccun, B Boctounoit EBporie u B
I'epmanuu OblTa OMKCaHa TOBBIIICHHAs YacToTa BhisiBIeHUs MyTaiuu 657del5 NBS1 cpenu nanu-
€HTOK C PaKkoOM MOJIOYHOH »eJie3bl, MAalMEHTOB C OMyXOJsIMHU JTUMGPOUIHON TKaHU (OCTPBIA JIUM-
(boOnacTHBIN JIEHK03, HEXOHKKUHCKas TuM(pOMa, OCTPBI MUEIOOIACTHBIN JIEHKO03), paKoM STUYHU-
Ka, KOJIOPEKTAJIbHBIM PAKOM, OIyXOJISIMU IIUTOBUJIHOM >KeJe3bl, pakoM mpoctatkl. [Ipu 3ToM B ce-
MEWHON MCTOPUU TMALKUEHTOB IMPOCIEKUBAECTCA HE CBSI3b C KOHKPETHBIM BHUJOM paka, a B IEJIOM
CKJIOHHOCTb K omyxoJieoOpa3oBaHuto. Tak, HanpuMmep, y HalleHTa ¢ HEXOKKUHCKON TUMPOMOii ¢
mytanueit 657del5 NBS1 u3 pa6otst Pesnnka (2003) omucansl poactBeHHUKH ¢ PMIXK, ¢ mum-
¢dobnactHbIM setiko3oM U ¢ omyxossimu JKKT, Takke Hecylue 3Ty ke MyTalui0 B T€TEPO3UTOTHOM
COCTOSIHUH.

Hepenko B KieTKax OMyXOJdH HaONIOMAIOT MOTEpro rerepo3urotHoctd mo reny NBSI ¢

yTpaToi HOpMaJibHOW Koruu reHa. [Ipu Hammuum mytanmmn NBS1 He pekoMeHIyroTCsE peHTTCHOB-
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CKO€ U paJOM30TOIHOE UCCIIEIOBAHUS, a TAK)KE paJuallMOHHAs Tepanus OMyXoyed U XUMHOTEpa-
Ul C Y4aCTHEM pPaJAMOMHMETHKOB, TaKMX Kak OnmeomuiuH. ITon Bo3neiicTBHEM MOHU3HPYIOLIETO
U3NydeHus KieTku ¢ myTanueid reHa NBS1 He moru6arot, a mpoAoIKaloT IEIUThCS, HaKaIuTuBas
emé OoJbllle pa3pblBOB U MOBPEXKICHUN B T'€HAxX, MPU 3TOM BKJIIOYAETCI MEXAHHU3M pPaguope3u-
crentHoro cunre3a JJHK. B pe3ynbrarte onyxosp B X0Ji€ TAKOM TEpanuy HE TOJILKO HE YMEHBIIIAET-
Csl, HO U CTAaHOBHTCS O0JIee 37I0Ka4eCTBEHHOH.

Bonee moapoOHO 03HAKOMUTHCS ¢ JUATHOCTHYECKOW 3HAYMMOCTBIO ONPEICICHHSI MyTalluu
657del5 B rene nubpura NBS1 MoxHO B muTeparype:

IIpaconoBa M.A., TutroB C.E., Bepsckuna FO.A. u np. Onpexnenenue myTanuii B reHax
CHEK2 u NBSI kak mapkepoB HaclleZICTBEHHOU MPEIPaCIOI0KEHHOCTH K Pa3BUTHIO OHKOJIOTHYC-
ckux 3aboneBanwii // Jlaboparopus JIITY. 2018. Creneimyck Ne 12. C. 39-44.

Pesnuk U.B., EBrpados O.B., Ilamanos E.Jl. u ap. Dddext ocHOBaTeNs nMpu CHHIPOME
Huiimeren // Tlenuatpus. 2001. T. 80. Ne 4. C. 14-18.

Toroes O.0., Pe3nuk U.b., Teepckas C.M. u np. Ciyuaii ceMeHON MPeApacioIoKeHHOCTH
K OHKOJIOTUYECKUM 3a00JI€BaHMSIM, aCCOLIMUPOBAHHBIA C FE€TEPO3UTOTHBIM HOCHUTEILCTBOM MYyTa-
nuu B rene NBS1 // Tlequarpus. 2001. T. 80. Ne 4. C. 78-80.

di Masi A., Antoccia A. NBS1 Heterozygosity and Cancer Risk // Curr Genomics. 2008. V.
9. No. 4. P. 275-281.

Resnick 1.B., Kondratenko 1., Togoev O., et al. Nijmegen breakage syndrome: clinical char-
acteristics and mutation analysis in eight unrelated Russian families // J. Pediatr. 2002. V. 140. Ne 3.
P. 355-361.

Resnick I.B., Kondratenko 1., Pashanov E. et al. 657del5 mutation in the gene for Nijmegen
breakage syndrome (NBS1) in a cohort of Russian children with lymphoid tissue malignancies and
controls // American Journal of Medical Genetics. 2003. V. 120A. Ne 2. P. 174-179.

9. YCJOBUA TPAHCIIOPTUPOBAHUSA, XPAHEHUSA U ITPUMEHEHUSA HABOPA

9.1. TpaHCcTIOpTUPOBATH WU3IENHUS CIIEAYET TPAHCIIOPTOM BCEX BHIIOB B KPBITHIX TPAHCIIOPT-
HBIX CPEJICTBAaX B COOTBETCTBUU C MpaBUJIaMH MEPEBO30K, AEHCTBYIOIIMMHU Ha TPAHCIIOPTE JAHHOTO
BUa, Ipu Temmneparype (2-8) °C. Jlomyckaercs TpaHCHOpTUpOBaHUE MpH Temneparype 10 26 °C He
6onee 10 cyTok.

9.2. Xpanenue Habopa B YMaKOBKE MPEANPHUATHSI-U3TOTOBUTENS TOJDKHO OCYIIECTBIIATHCS
npu Temreparype (2-8) °C B TeueHHe BCero cpoka TOJHOCTH B XOJOIMIBHBIX KaMepax HIIH XOJO-
JTWIIbHUKAX, 00€CTIeYMBAIONINX PErIaMEHTUPOBAHHBIM TeMIIepaTypHBIA PEXHUM C €XKeIHEBHOU pe-
TUCTpALIMEN TeMIIEPATYPHI.

9.3. Cpoxk rogHoctu Habopa — 12 mecsiiieB co AHS BblTycka. He nomyckaercs mpuMeHEHHe

HaOOPOB 10 UCTEYEHUH CPOKA UX TOAHOCTH.

10
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9.4. JIns monydeHusi HaASKHBIX PE3yIbTATOB HEOOXOJMMO CTPOTOE COONIOJCHUE TaHHOM
MHCTPYKIIMY TI0 IPUMEHEHHUI0 Habopa.

9.5. N3nenue He TpeOyeT TEXHUIECKOTO OOCTYKHUBAHUS U HE TIOJUICKHUT PEMOHTY.

10. TAPAHTUMHBIE OBSBATEJIBCTBA

10.1. IlpousBoauTeNh TapaHTHPYET COOTBETCTBUE BBIMTYCKAEMBIX H3EIHN TpeOOBaHUIM
HOPMAaTUBHOM U TEXHUYECKON JOKYMEHTAIUU.

Be3onacHOCTh 1 Ka4eCTBO M3/IENNS TAPAHTUPYIOTCS B TEUEHHE BCEIO CPOKA FOJHOCTH.

10.2. IIpousBoauTenb OTBEYAET 3a HEIOCTATKH M3ENHs, 32 UCKIIOUEHUEM J1e(PEKTOB, BO3-
HUKILIUX BCJICJCTBUE HAPYIICHUS MPABUJ MOJIB30BaHUs, YCIOBUI TPAHCIIOPTUPOBAHUS U XPAHEHHUS,
100 NEHCTBUS TPETHHX JIUI, THOO HENMPEOI0JIMMON CHIIBL.

10.3. IIpousBoautensb 0043yeTcs 3a CBOM CUET 3aMEHUTh U3JIEINe, TEXHUUECKHE U (DYyHKIIU-
OHAJIbHBIE XapaKTEPUCTUKH (IOTPEOUTEIHCKUE CBOWCTBA) KOTOPOTO HE COOTBETCTBYIOT HOPMATHB-
HOM U TEXHUYECKOW JOKYMEHTAIUH, €CIM yKa3aHHbIE HEJOCTATKU SBUIHCH CJIEICTBUEM CKPBITOTO
nedexra MaTepragoB WM HEKa4YeCTBEHHOTO M3TOTOBJICHUS U3/ICIUS IIPOU3BOAUTEIICM.

Cpoxk romgHoctu Habopa — 12 mecs1eB co JAHs BBIMYCKa.

[To Bompocam, kacaromuMmcs kadectBa Habopa «Peanbect-I'enetnka NBS1», cnexyer 06-
pamarscs B AO «Bekrop-becr» no anpecy:
630559, HoBocubupckas 061., p.n. KonbioBo, Hayuno-nponsBoacTBeHHast 30Ha, KOpim.36,
komH.211, tein. (383) 227-67-64, ten./dpaxc (383) 363-13-46.

E-mail: vbobtk@vector-best.ru
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