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bonesnr  KonoBanmoBa—Bunscona (bKB)— nacnencrBennbii  gedext
TpaHCIOpTa MEAH, NPHUBOAAIIMKA K AaKKyMyJSLUMM TOKCHYHOIO HOHA U
MOBPEXKICHUIO NTAPEHXUMBl BHYTPEHHUX OPraHOB M HEMPOHOB I'OJIOBHOTO MO3Tra.
[upoyaimmi KJIMHUYECKUN NOJIUMOPPU3M bKB HpEeNONpPENEIIIET
HEOOXOJIMMOCTh HAJIMYUS YETKUX JaOOpaTOPHBIX KPUTEPUEB, OTPAKAIOIIMX
OCHOBHOM MeTabonudeckuid nedeKkT U marorene3 3adoseBanus. [[uarHoctuka
BKB wu Ttepanus 0e3 ydera ATUX KpUTEpPUEB aOCOIIOTHO HEMPUEMIIEMBI.
AJIEKBaTHOCTh ~MEb-AJIMMUHUPYIOLIEH TEpanuu JIOJHKHA TOAJIEPKUBATHCS
MOCTOSIHHBIM JTAOOPATOPHBIM MOHUTOPUHIOM 24-4acOBOM SKCKpEIMU MEIu C
Mo4Yoi. B TO ke BpeMsi METOIbl OMOXMUMHYECKON JUATHOCTUKH M J1a00paTOPHOTO
MouuTopuHra bKB nocTymHbl ganeko He KaXAOW KIMHHUKO-IUAarHOCTHYECKOU
nabopaTopuu.

Hanuune mnaToreHeTMYecKkoro JIeYeHUs JelaeT OCOOEHHO  Ba)KHOU
BO3MOXHOCTb aJI€KBATHOM M KaK MOKHO Oosiee panHel nuarHoctuku bKB. Hamm
uccienoBanus cnekrpa MyTtaumii ATP7B y Oenopycckux manuentoB ¢ bKB
nokaszanu, yro myrauus H1069G Bctpeuaercs B 63% MyTaHTHBIX ajuiene. Y
OOJIBIIMHCTBA MALMEHTOB C MPEUMYIIIECTBEHHBIM MTOPAXKEHUEM M€YEHU BbISBIICHbI
TOMO3WTOTHOE WM KOMIAYHAHOE TE€TEPO3UTOTHOE HOCHUTENIBCTBO JAaHHOU
myTanuu. Bce mnamuenTsl, ymepmiue OT (DyJIbMHUHAHTHOTO BUILCOHOBCKOTO
renaTuTa, oKazajJuch TOMO3UTOTHRIMH HocuTeaamMu H1069G.

MonekynsipHo-renetnueckue uccienopanus npu bKB B Hacrosimee Bpems
peanbHbl 1A KUTesned bemapycu M CyIIECTBEHHO PacHIMPSIIOT BO3MOXKHOCTHU
Ja00paTOPHOM JTMAarHOCTUKHU 3abosieBaHus. sl ceMell MalMeHTOB ¢ M3BECTHBIM
IF€HOTHUIIOM BIIEPBBIE MOSIBUIACH BO3MOYKHOCTh YCTAHOBJIEHMS HOCHUTEIBCTBA
Cpelr pOACTBEHHUKOB U IPEHATAIbHOW AUArHOCTUKH. BKIIFOUEHNE COBPEMEHHBIX
OMOXMMHUYECKUX M MOJEKYJSIPHO-TEHETHYECKUX TEXHOJOTMH B CYLIECTBYIOLIUE
nporpaMMbl  oOcienoBaHUs mManueHToB mnpu  mnoxo3penun bBKB  Oyxer
CHOCOOCTBOBATh PEIICHHUI0O MHOTUX MPOOJIeM TUArHOCTHKH, MPOTHO3HPOBAHUS
(O PEeKTUBHOCTH JICUEHUS U UCXO0/a 3a00IEBaHMUS.

Meron  HampaBieH Ha  paHHee BbiBiaeHMe bBKB ¢ wmensro
mudepeHunanbHOl TUArHOCTUKHY, JIEYEHHUS W J1ab0paTOpHOr0O MOHHUTOPHUHIA
3a00JIeBaHUSI.

WucTpykiust npegHa3HayeHa s Bpaued J1abopaTOpHOW JIMarHOCTHKH,
Bpa4yEei-reHETUKOB U KOHCYJIbTAHTOB MEIUKO-TEHETUUECKHUX LIEHTPOB.

YpoBeHb BHEPEHMS: 00JIaCTHOM, peCTyOJIUKaHCKUH.

INOKA3AHUSA K IPUMEHEHUWIO

OOcnenoBanuio TOMAJIEKAT BCE TMAlMEHTHl B Bo3pacte 3-45 ner c
3a00J1eBaHUEM NTE€YEHU HEU3BECTHOT'O T'€HE3a, N30JIMPOBAHHBIM WM B COUYETAHUU C
IPOSBJIICHUSIMU CO CTOPOHBI JIPYTrUX cUcTeM opraHusma (Ttads.). MHdexkumonHas
NaToJOTUsl Kak MpUYMHa 3a00JIeBaHUSA TEYECHU JOJDKHA OBITh NMPEABAPUTEIHHO
UCKJTIOUECHA.

INPOTUBOIIOKA3AHMUSA JJJIAA ITIPUMEHEHUA
IIpoTuBOIIOKAa3aHMN K IPUMEHEHUIO HE UMEETCH.
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® KOaryjonaTus, HEUYYBCTBUTEIbHAsI K [AapPEHTEPATIbHOMY  BBEJICHHUIO

ButamuHa K;




e OBICTPOE NPOrpPEeCCUPOBAHUE TOUEYHON HETOCTATOUYHOCTH;

® OTHOCUTEJIbHO HEBBICOKMI MOJBEM CHIBOPOTOUHBIX TPAaHCAMHMHA3 C Haydajia
MOSIBJICHUS KJIIMHUYECKUX TIPU3HAKOB;

e HOpMasibHas Wi cHKeHHas (Menee 40 En/m) akTUBHOCTH CHIBOPOTOYHOMU
mienoyHoi (ocdarassr;,

® COOTHOUIEHUE I10J1a MAMEHTOB 2:1 B CTOPOHY KEHCKOTO.

1. buoxumnueckas 1narnoctuka bKB

OmnpenesieHne OKCUAA3HOM AKTHBHOCTH LEPYJIOIUIa3MHUHA B CHIBOPOTKE
KPOBH

O6opynoBaHue U MaTepUablL:

e JlaGopaTopHbIil TEpMOCTAT C BO3MOKHOCTBIO TOJIEPKAHUS TEMIIEPATYPhI
o 37+0,5 °C;

e CrnekTpo(OTOMETp WM MUKPOIUIAHIIETHBIH punep ¢ pumbtpom 540 HM H
JUIMHOW ONTUYECKOro myTu 10 Mm;

® O-JUMAHU3UIUH TUIPOXIOPU] KPUCTAIIMYECKHUI BBICOKOW CTENEHU OUYUCTKU
100 MEePEeKPUCTAITU30BAHHBIN B YCIOBUIX Ja00OPATOPHUHU.
buonornueckuit marepuan:

® CBIBOPOTKA KPOBU (MOXKET XpaHUThCA 3aMopokeHHoM npu —20 °C po 1
rojaa).

PearenTsr:

e 0,1 M anerarnsiii 6ydep pH 5,0; nonnas cuna — 0,1;

e 7,88 MMOJIB/T PacTBOp O-AMAHU3UIUHA THAPOXIIOPHIA HA BOJIE, XPAHUTCS B
TeMHO# nocye npu +2—8 °C 1o 3 mMecsIes;

e 9 M BOJHBIN PaCTBOP CEPHOU KUCIIOTHI.

ITocnenoBaTenpHOCTD NEHCTBUM:

e B 2 npobupku o6bemoM 5-10 mi, MapkupoBaHHbIe 5 U 15 MuH, 100aBIIsIIN
0,75 mn antetatHoro Oydepa u 0,05 M1 CBIBOPOTKH;

e npoOupku uHKyOupoBanu 5 muH npu 37 °C;

® C CEKYHJIOMEpOM uepe3 paBHbIE NMPOMEKYTKH BPEMEHH BO BCE MPOOHPKU
nobapnsmu 0,2 M mpeaBaputenbHO nogorperoro o 37 °C pacTBopa o-
JTMAaHU3U]INHA;

e poBHO yepe3 5 U 15 MUH HMHKYOalMM COOTBETCTBEHHO MapKUPOBAHHbBIE
IpOOMpPKU M3BIEKAIM U3 TepMOCTaTa W 3aiuBaiv B HUX 2,0 MJI cepHOM
KHUCIIOTBI, TIIATEJIbHO MEPEMEIINBAIIN;

® OINTHYECKYIO IUJIOTHOCTh pacTBOpa usMepsau npu 540 HM U JJIUHE
onTu4eckoro mytu 10 mm;

® OKCHJIa3Hasi aKTUBHOCTh LIEPYJIOIIa3MUHA PACCUUTHIBANIACH O (hopmyJie:

okcuaasHas aktuBHOCcTh B En/n (U/1) = (0.D.15°-0.D.5”) x 625.

MI/leOMOI[I/I(l)I/IKaIII/IH MeToaa ONpeaAcJCHUSA OKCI/IIlaI}HOﬁ AKTHBHOCTH
mepyJjgonjgasMmuHa J1Jist KaHPIJIJISIpHOﬁ KpoBu:



e karuisg kanwuiapHoil kpoBu (50-100 Mki1) momernanach B IJIACTUKOBYIO
IEHTPUPYKHYIO MUKPOIIPOOUPKY, CBIBOPOTKY HoJIyqaiu
uentpudyrupoBanurem npu 1500 00./mMuH;

® HEMOCPEACTBEHHO B SYEHKU MUKPOIUIAHIIIETA TOMEIIAIA 5 MKII CBIBOPOTKH,
75 ™k ameratrHoro Oydepa um 20 MK pacTBopa O-AMAHM3UIMHA U
unkyoupoBanu nipu 37 °C Ha uHKyOaTOpe-IIeiKepe s MUKPOTUIAHIIIETOB
51 15 MHUH COOTBETCTBEHHO;

e peakuuio octaHaBiauBanu noodasnenrem 200 mxa 0,2 M pacTBopa cepHOi
KHCJIOTHI;

® ONTUYECKYI IUIOTHOCTh PAacTBOpa HU3MEPSUIdA Ha MHUKPOIUIAHIIETHOM
punepe npu 540 HM U AyIMHE onTUdeckoro mytu 10 mwM;

® OKCHJIa3Has aKTUBHOCTH IEPYJIOTIa3MUHA PACCUUTHIBANIACH IO (hopmyrie:

okcumazHas aktuBHOCTh B En/im (U/1) =(0.D.15°-0.D.5°) x 625.

NuTepnperanus pe3yJibTaToB

OO6sacTp HOpMaJIbHBIX 3HAYECHUN, ONpeNeJIeHHAss HaMHU MpU 00CIIeI0BaHUN
200 noHOpoOB KpoBU 000€ro nona, cocrasiuser 170-270 Ex/n.

[Tpu BKB (40 maiueHToB) OKCUAa3Hasi aKTUBHOCTD 1IEPYJIOIIJIa3MUHA PE3KO
cHmkeHa u cocrasirieT 20-90 En/n.

Bo3Mo:xHbIe OIIUOKYU M 3aTPY/IHEHUSA

TecT pekomMeHAyeTCs MPOBOAUTH Y NALMEHTOB CTapule 3-X JIET, TaK Kak
OKCHJIa3Hasl aKTUBHOCTH 1IEPYJIOIIa3MUHA B HOPME CHUYKEHA Y HOBOPOXK/ICHHBIX U
JIETE€U MEPBBIX JIET KU3HU.

[Ipu wuHTEpHpeTa pe3yiabTaTOB HEOOXOAMMO YyUWUTHIBATh, YTO K
CYILIECTBEHHOMY CHHMKEHUIO OKCUAA3HON aKTUBHOCTH LIEPYJIOIJIa3MUHA NPUBOJISAT
BbIcOKast azoremusi (O6onee 100 r/m), a Takke MOBBIIICHHBIA YPOBEHb OONIETO
ounupy6una (6omnee 160 mr/m).

VYpoBeHb 1epyiolIa3MUHa Kak Oenka ocTpod (a3l MOBBIIICH TNPU
uHpekuusx, OCpeMEHHOCTH, MPUEME OICTPOrE€HOB, UYTO MOXKET IMOBJUATH Ha
pe3ynbTaThl TecTa y nanueHToB ¢ bKB.

Mo 20% 3m0poBBIX  rerepo3uroTHbix  Hocutenedn BKB  umeror
cyOHOpMaJIbHBIN YPOBEHb OKCHJIa3HOM aKTUBHOCTH 1IEPYJIOIJIa3MHUHA.

Hudbdepennmanus 60apHbIX U HOocHuTeled BKB Bo3MokHaA mpu u3ydeHUU
skckpeuuu Menu ¢ mouol u JIHK-uccnenoBanum 4ieHOB CEMBH.

IIpoTnBONOKA3aHUs K PUMEHECHUIO

Bo3pact  nmanmuenta = Monoxke — 3-X  JIeT,  BBICOKas ~ CTENEHb

rUnepOuIupyOnHEMUHN.

Omnpenenenne 24-4acoBoii IKCKpeUH MeIH ¢ MO10ii
O06opynoBaHne U MaTEPUAIIBIL:

e cnektpodoromerp win (GorokogopumeTp ¢ unbtpom 420-450 HM u
JUTMHOW ONTUYECKOro mytu 10 Mm;

® MEpHBIC IJIUH/PHI C TPUILTH(OBAHHBIMU TTPOOKaMu 00BeMoM 50 mut,



CBHUHEI] YKCYCHOKHCJIbI BBICOKOUM CTENIEHU OYUCTKH;
JTUATHIIIMTHOKApOaMaT HaTpUs BHICOKON CTENIEHU OYMCTKH;
MeJIb CEpHOKHCIIAs 5-BOIHAS 0COO0H YUCTOTHI,

YIJIEPO UETHIPEXXJIOPUCTHIN XUMUYECKU YHUCTHIN.
buonornueckunii marepuan:

e Moua, coOpaHHas 3a 24 4, ¢ goOapieHueM 10 MJI KOHIIEHTPHUPOBAHHOMU
COJISTHOM KHCIIOTHI 17151 IEPEBO/Ia MEIUM B MIOHHOE COCTOSIHUE.

Pearentsr:

® peakTUB Ha Menb (pacTBOp JUATWIIWTHOKapOamaTa CBUHIA B
YETHIPEXXJIOPUCTOM YTIIEPOJIE).

[IpuroTtoBneHue peakTBa Ha ME/Ib:

e 0,1 r cBuHIA YKCyCHOKHCIOro pactBopsitor B 50-100 M
JUCTUJUTUPOBAHHON  BOJBI, TMEPEHOCIT B  JCIUTEIbHYIO  BOPOHKY
BMecTuMocThio 500 mit n no6asmustor 0,1 T pactBopenHoro B 100 mi1 Bojbl
JTUATHIIIMTHOKapOamaTa HaTpusi — oOpa3yeTcs Oenas B3BECH
HEPACTBOPUMOTI'O B BOJIE AMAITHIUTHOKAapOaMaTa CBUHIIA;

® B JICNUTEIBHYI0 BOPOHKY J00aBISAOT 250 M YETBIPEXXIOPUCTOTO
yTiepoJia U KPYroBbIMU JIBIDKCHUSIMH B30aJITHIBAIOT, B3BECh PACTBOPSETCS
B YETBIPEXXJIOPUCTOM YIJIEPOJIE, & BOAHBIN CIOM MTPOCBETIISAETCS;

® HIDKHUKA  CJlIOH  pacTBopa  JAMATUIAUTHOKapOaMara  CBHUHLA B
YETBIPEXXJIOPUCTOM yriaepoe GUIbTPYIOT Yepe3 cyxo OyMaxKHbId QUIBTP
B MepHyI0 K00y oobemoM 500 mu1 u J0OaBIAIOT XJIOPUCTBIA YIJIEpOA 10
METKH.

PeakTB MOXET XpaHUTbCS B TEMHOW IOCYJI€ B XOJIOJWJIbHUKE 110 4
MECSIIEB.

OcHOBHOM cTaHaapTHBIN pacTBop Meau (1 mi pactBopa coaepxkut 100 Mkr
meaun): 0,393 r menu cepHokucinon S-BogHoil (CuSO4x5H,0O) pactBopsioT B
MepHOI KoJibe 00beMoM | 11 B TUCTUIUIMPOBAHHOMN BOJIE, MOAKUCICHHOW CepHOM
kucnotoi (1 mi pazbasienHoit 1:5 Ha 1 1 pacTBOpa menn).

Pabounii pactBop Menu (1 MKr B 1 mMi1): TOTOBUTCSI HEMTOCPEACTBEHHO MEpeT
IIPOBEJCHNEM aHAIN3a pa3BeaeHrneM ocHOBHOTo B 100 pas.

ITocnenoBaTebHOCTD AeHCTBUH

e B 2 MepHBIX IuauHapa oobemoM 50 mu BHOCAT 30—40 M Mmouu;

® B OJIMH MIIMHAP J00ABJIAIOT 8 MJI peaKTHBa Ha MeJIb (OIBITHAS MP00a);

e B JIpyrod HWIMHAP AOO0ABISIIOT 8 MJ YETBIPEXXJOPUCTOrO YIjiepoja
(KOHTPOJIb IPOOBI);

® OJIHOBPEMEHHO CTaBAT CTaHAAPTHYIO MpoOy U KOHTPOJIb Ha HEE: B MEPHBIN
nuIuHIp o0beMoM 50 mut BHocAT 8 mil paboyero pactBopa menu, 0,5 mu
2 M pacTBOpa COJSHOM KHUCIOTHI, AUCTUIUIMPOBAHHOW BOIBI 0 O0BbEMa
poObI MOYH U 8 MJI peaKTHBa;

® B UWIMHJIpP C KOHTposieM cTaHjaapta BHOCAT 30—40 M1 JUCTUIITMPOBAHHOM
BOJibI, 0,5 M1 2 M CoJIsTHOM KUCIOTHI M 8 MJI peaKTHBA Ha ME/Ib;

e Bce 4 NWIMHIAPA 3aKPBIBAIOT MPOOKAMH, DHEPTUYHO mepemenuBaioT (20

pa3) U OCTaBJISIIOT ISl paccioeHus amMynbcuu Ha 30—40 muH;



® KUJKOCTh HaJ CJIOEM PEaKTHBa OTCACBIBAIOT, & HUKHUN CJIOW NEPEHOCAT B
HEHTPU(YKHbIE TPOOUPKHU U NEHTPUPYTUpyroT S MuH 1ipu 1500 06./mMuH;

® CJIOIl HaJ pEaKkTUBOM OTCACBhIBAIOT, a CaM pEaKTUB (UIBTPYIOT dYepes
MaJieHbKUW OyMaKHbIN (QUITBTD;

e (oromerpupytoT mpoOy HPOTUB KOHTPOJA MPOObI, CTAHIAPT — MPOTHUB
KOHTPOJIA cTtanaapta npu 420—450 HM 1 JiauHe onTU4ecKoro mytua 10 mMm;

® DSKCKpenus Meau 3a 24 4 onpezensercs no GopmyJe:

O.D. ipo6s1/O.D. crangaprta x koHreHntpamus cragaapra (0,001 mr/mi) x
o0beM MouHu, COOpaHHOM 3a 24 4, MJT = SKCKpelus Meau 3a 24 4/mr.

HNuTepnperanus pe3yjbTaToB

B HopMe cyTo4yHas DJKCKpeuuss MeIu, ONpEeleNieHHAass HaMu IpuU
obcnenoBanuu 520 geteit u B3poCHbIX 00oero moia, He mpesbimaer 0,045 mr 3a
24 4. ITpu BKB (40 nauueHToB) 3KCKpeuus Meau 3a 24 4 pe3Ko MOBBIIIEHA.

Bo3Mo:xHbIe OIINOKYU M 32aTPY/IHECHUSA

[Ipu cOope Mouu cienyeT NOAKUCIATh €€, KAK YKa3aHO B MHCTPYKLUH, YTO
HEO0OXOIMMO IS TEpEeBOJa MEAN B MOHHOE COCTOSIHME. B 1e104Hoil Moue Meab
MOXKET OCAXKJAThCAd B BHUAE THUAPOOKUCH, B HEUTpaIbHOW — 0Opa3oBbIBaTh
KOMILIEKC ¢ OeJIKaMu, KJIETOYHBIMU 3JIEMEHTAMH.

IIpoTnBONOKA3aHUSA K NPUMEHEHUIO

[IpoTuBOINIOKa3aHMI K TPUMEHEHUIO HE UMEETCH.

2. MoJiekyasipHo-reHeTH4YecKas quarnoctuka bKB
Nnentupurkanusa myrauuu H1069Q rena ATP7B

O06opynoBaHHe U MaTEPUAIBI:

IpOrpaMMUPYEMBIi HarpeBaTeIbHbINA OJIOK (aMITU(UKATOD);

TEPMOCTAT ISl MUKPOIPOOUPOK;

npooupku st [P o6semom 0,2 mit;

MUKPOIUIIETKH C OJJHOPA30BbIMU HAKOHEYHUKAMH;

KaMmepa JUIsl BEpTUKAIBHOIO 3JIEKTpodopesa;

cTekJa g (pope3a COOTBETCTBYIOLIETO pa3Mepa;

MPOKJIAJIKK U TPpeOEHKA COOTBETCTBYIOIIEH TOJIIUHBI;

VCTOYHHK MIOCTOSIHHOT'O TOKA;

UV TpancWwuirtoMuHaTop;

Kamepa it pororpadupoBanus reyie;

dboTtobymara.

Peaktussr:

Taq-nonumepasa 5 En/mMki;

nezokcupudonykineoruasl (AGTP, dCTP, dATP, dTTP) 100 mmons/m;
10x Taq 6ydep ¢ KCI;

pactBop MgCl, 25 MMoIb/71;

Mapkep MosekyisipHoro seca ROX350;



pectpukTaza Alw 21 I ¢ coorBerctBytonmm 10x Oydepom;
OpoMQeHOIOBBIN CHHUM;

KCWJICHIIUAHOJT,;

caxapo3a 40%;

aKpUIIAMH/T,

N,N’-MeTuineHOucakpuiIaMu/I;

tpuc, DJITA, GopHas KUCIOTA;

nepcyiabhaTr aMMOHUS;

TEME]];

OpOMHUCTBIN ATUIUH.

ITocaenoBaTeJILHOCTDL A€HCTBUH
I'eromnuyto JIHK Beifensiim u3 JEHKOIMTOB C MTOMOIIBIO TOTOBBIX HAOOPOB
100 METO1I0M (PEHOIBHO-XTIOPO(DOPMHON IKCTPAKIIUH.

Boigenenne JTHK MeToaom ¢eHOIBHO-XI0PO(POPMHOI IKCTPAKLIMHN:

® K BBIJICJICHHBIM CTAHJAPTHBIM METOJOM Jiehkouutam nobasmsum 0,1
oorema  10%  SDS  (momemwicynbdar — HaATpHs), 150 Mk
OMIMCTUIUTMPOBAHHOM BOJBI M MpoTerHa3y K 10 KoHEeYHOW KOHIEHTpaluu
1 mr/mi;

® UHIPEIMEHTHI MepEMENINBAIN U HHKYOUpoBaiu B Teuenue Houu mpu 37 °C
1160 B Teyenue 3 4 npu 55 °C;

e Kk cMecu nob6asisuu 0,5 oobema genona u 0,5 odbemMa cMecu U30aMUIIOBOTO
cnupta ¢ xjopopopmom B mponopuuu 1:24. KoMIOHEHTH MEAJIEHHO
nepeMennBaiy B TeueHue 5—10 MUH nepeBopaurBaHUEM MPOOUPOK;

e neHTpudyrupoBanu 7 muH npu 7 000 06./mMuH;

e BepxHIOIO (azy oTOupanmu B mpoOupku, AobaBmsuin 1 o0beM cmecH
U30aMHIJIOBOTO CIIUPTA € XJIOpohopMoM B mponiopiuu 1:24;

e uentpudyruposanu 7 Mut ripu 7 000 06./mMuH;

e BepxHIOW (aszy orbupanu B mpobupku, nodasmsiu 0,1 odbema arerara
Hatpus (pH 5,2) u 2-3 o6bema stanona 96%;

® BHUJMMBIN BBICOKOMOJIEKYJISIpHBIM crycTok JIHK mepenocwin B apyryro
npoOupKy, orMbIBaiu S00 Mk atanona 70%;

e JIHK BeicymmBanu u pactBopsuid B 200-300 MKI OMAMCTHILIIMPOBAHHOU
BOJBI.

IIpoBenenue mosiMMepa3HO HENMHOM peaKIun

1 mxn mpemapara JIHK wucnonszoBamm pns [IHP: ammmudunuposamu
yuyactok reHomHoi JIHK, conepskammit mytanuo H 1069Q.

Hns onpenenenus myrtaunu H1069Q npoBoauiau 1Be MOcCiaeI0BaTEIbHbIC
amrnukanmuun  o6paznoB JIHK. Cocrapmsimm oOmryro peakiMOHHYIO CMeECh,
KOTOpasi B OJHOW TPOOUpPKE cojeprkaja Bce HEOOXOIUMbIe KOMIIOHEHTHI, KpOME
uccinenyemoit JIHK: ammmuduxanmonnsnii 6ydep (1x), cmece gfHTD 2 mxM
kaxaoro, 2 MM MgCl,, 1 Ex. Tag-nonumepasbl, 10 HM kaxaoro npaiimepa (3348



u 3349 nna nepeoit amrmumdukaumu, 3348 u MUT 1070 npns  BTOpOM
ammnpukanun). PeakumoHHsli o0beM Ha 1 peakuuio — 25 MKI: 24 MK
peakumonHoOM cMecu u 1 Mk uccnenyemon /JHK.

Jnst TILP 66111 MCTIOIB30BaHbI CIICYIONINE MPaiMEphI:

3348 - cag cta cca gag aag gac atg g
3349 - agt tct gcc tca gga gtg tga c
MUT 1070 - tgc gca ggc cag cag tga gc

Ammmndukanuonnas nporpamma: 94 °C B teyenne 4 muH, 33 1UKIa CO
CIEYIOIIMMHU TMapaMeTpamMu: JeHaTypauus npu temreparype 94 °C B teueHue
20 ¢, omxur npaiimepoB npu temneparype 58 °C B teuenue 30 ¢, 3yoHranus npu
72 °C B Teuenne 25 c. Koneunas snonrauus npu 72 °C npoaomxanach 5 MUH.
[Iponykt nepBoro paynaa ammirdukanuu (330 1.0.) UCNOJIB30BANICS KaKk MaTpULa
BO BTOPOM payHje. B pe3ynbTaTe Bropoil aMiindukanum B HOpMajdbHOM, HO HE B
myTtanTHoM JIHK co3naBancs calt pectpuxiiuu st pectpukrassl Alw 211,

IIpoBeneHue pecTPUKIIUN MPOAYKTOB aMILIN(pUKAIIUN

B mpobupky obobemom 0,5 mMa mobaBisau 5 miin ammudukara, 5 EJI
pectpukTasbl Alw 21 [ u coorBercTByrOmMiA 1X pecTpukimonasiii Oydep. Oomuii
oowvem moBoawnu 10 20 mxa H,O. [Ipobupku nomemanu B Tepmocrtar 37 °C Ha
16—18 4. [Tocie okoHYaHUST PECTPUKITNH MPOOBI MOMEIIAN B XOJIOAMIbHHUK.

IIpoBenenue 31eKTPOPOPETHUECKOr0 Ppa3jieeHUusi PeCTPUKIIMOHHBIX
¢pparmenToB

[TIpurorosiieHue paCTBOPOB:

e 30% pactBOop mnonuakpwiamuga: 29r akpwiamuga, 1r  N,N’-

Metuiienoucakpunamuaa, HyO qo 100 mur;

e 10x TBE 6ydep: 3,72 v DATA, 27,5 r 6opHoi#t kucnotsl, 54 T tpuca, H,O

10 500 mut;

o 20% nepcynbdar ammonus: 0,2 T nepcynbsdara, H,O mo 1 mi.

Colupanu cTekiia Jjisl 3aJIUBKU TeJisl.

IIpurorosiienue remus:

6 M 9% rens cmemmBanu: 1,5 ma 30% nonmmakpuinamuaa, 0,5 mi 10x TBE,
3,5 mu H,0, 24 mxin 20% nepcynbdarta ammonusi, 7-9 mxn TEMED.

PactBop TmIaTenbHO nepeMennBaiy, ObICTPO 3AIMBAIM MEXIY CTEKJIaMu U
BCTaBJISLJIM TpeOEHKY, CTapasiCh HE 3aHECTH MYy3bIPbKOB BO31yxa. OCTaBisd JJIs
noauMepuzanuu Ha 15-20 muH. [lociie momumepusanuu akpuiaMuaa yaasiid
rpeOeHKY, TpOMBIBaIM oOpa3oBaBinecs JyHku 1x TBE.

Cobupanu kamepy aist annektpodopesa, 3anonasum pesepByapsl 1x TBE.

B npobupku, comepxaimmue pecTPUKIHMOHHBIE (parMeHThl, J00aBIISIN
norpysxaromuii Oydep B nporopuuu 1:6.

B nynku rens mukponunetkord HaHocwin 10-20 MKJI TOCTpECTPUKIIMOHHON
cMecu. B kpaiiHIor0 JTyHKY HAHOCHJIA MapKep MOJIEKYJISIPHOTO Beca.



Kamepy monxmodanmn K HCTOYHHKY TOKa. OJeKTpodopeTudeckoe
pasaenenue npooauiu B Teuenue 30 mun npu 360 B.

Busyaauszauus pe3yabTaToB 3JIeKTPO(QOPEeTHYECKOT0 pa3/ieIeHUus

[Ipurorosnenue pacrsopa 6pomucroro 3tuaus 10 mr/mi: 1 r GpomucToro
stuausi, 100 mn H,O pa3memmBasim Ha MArHUTHOM MEIIAJIKE B TEYCHUE
HECKOJIbKHX YacCOB, XpaHWJIA B TEMHOTE B IIJIOTHO 3aKYIIOPEHHOM COCY/I€.

ITocne oxoHYaHUS 3JIEKTPOPOPETUUESCKOTO pa3jelieHHus pa3oupain Kamepy
U1 dnekTpodopesa, IUIACTHHKY Tels H3BJICKAIM M3 CTEKOJ M TOMElald B
pactBop Opomucroro »tuaus Ha 10-15 mun. [na okpacku JIHK 100 Mk
pactBopa Opomucroro atuaus 10 mr/mim pactBopsuim B 500 mum 1x TBE.
[ToMemanu mnacTuHKy rensd Ha crekio UV TpaHCHMIUIFOMUHATOpPa M BU3UPOBAIU
pe3yJIbTaThl AMEKTPOHOPETHIECKOTO pasnieneHus B MPOXOIAIIEM
ynbrpaduonetoBoM cBere. C  1enpi0  JIOKYMEHTAIBHOTO  (DUKCHPOBAHUS
PE3yNBTATOB AICKTPOPOPETUIECKOTO pa3AeNCHUs HCIOJb30BAIA KaMmepy s
(dboTorpadupoBanus reuaeu.

HNuTepnperanus pe3yJibTaToOB
MHTepnperanys pe3yapTaToB IPEICTaBlIeHa Ha pUc. 1.

Puc. Daexrpodopernyeckoe pasieneHue peCTPUKIHOHHBIX (pparMeHTOB 115
onpenegenusa myrauuu H1069G rena ATP7B:

KOJIOHKA 1 — curnaJjibl Ha ypoBHe 150 u 125 n. 0. — reTepo3uroTHoe HOCUTEIbCTBO
myranuu H1069G;

KOJIOHKH 2 M 4 — cur"a;a Ha yposHe 150 m. 0. — romMo3MroTHoe HOCHTEJIbCTBO
myranuu H1069G;

KOJIOHKA 3 — CUI'HAJI HA ypoBHe 125 . 0. — HcKOMasi MyTauusi He O0HAPY KeHa;

K0JI0HKa 5 — oOpasen JHK 310poBoro 4enoBeka;

Kko10HKa 6 — JIHK-Mapkep MoJiekyJIsIpHOTO Beca.



MNEPEYEHh BO3MOXHBIX OCJIOJKHEHMH WJIA OIIHUBOK
IIPU BBIITIOJIHEHUHU N ITYTU UX YCTPAHEHUA

VYuutsiBasi KpaiiHe BBICOKYIO UyBCTBUTENBHOCTH MeToa I[P, Heobxoanmo
u30eraTh 3arpsi3HEHUSA HUCCIEAYEMbIX O0pa3loB HHOPOAHBIM OHOJIOITHYECKUM
MaTepraIoM.

JUis  mpefoTBpallieHuss JUArHOCTUYECKUX OIIMOOK HaJo co0JoaaTh
CIEAYIOIIUE TPaBUIa:

® JCIIOJIB30BaTh TOJIBKO XMMHUYECKH YHUCTYK) M JKEJIATEJIbHO CTEPUIIbHYIO
IIOCy 1y

e qocie paboThl € KaXIbIM OOBEKTOM MHCTPYMEHT U UCIHOJIb3yeMble
MOBEPXHOCTH JIA0OPATOPHBIX CTOJIOB IPOTUPATH 3TAHOJIOM;

® HCIOJB30BaTh OJIHOPA30BbIE MPOOUPKU U HAKOHEYHHUKH ISl TUIIETOK;

® CTEPWIM30BaTh IPHUMEHSEMBbIE pPACTBOpPHI  (€CiIM  JOIMyCTUMa  MX
CTEPUITU3AIINS) U XPAHUTH X PA3IUTHIMU HEOOJIBIIUMHU MOPIUSIMU;

e paboTaTh TOJBKO C MUHUMAJIBHO HEOOXOAUMBIMUA 00bEMAMU PaCTBOPOB;

e [iepel OTKPhIBAHUEM KpPBILIEK MPOOMPOK OCAXIATh PACTBOPHI CO CTEHOK
HEHTPU(PYTUPOBAHUEM;

® B KaXAyI0 CEpui0 NMpo0 BKIOYATh B KAauyeCTBE KOHTPOJS MPOOHUPKY C
MOJTAIMHBIM BHECEHHWEM BCEX MPUMEHAEMBIX pacTBopoB, HO 0e3 J[HK
(oTpULIATENIbHBIA KOHTPOJIb);

e npu BoieneHun JJHK u nocranoske I[P nuiio corpyaHuka g0KHO ObITh
3aIMIIEHO YKpPaHOM JIMOO MacKOM, paboTa BBIMOJHSIETCS B OJHOPA30BBIX
nepyaTKax, KOTOpbIE B Cllydae MONaJaHus Ha HUX MaTepuana MEHSIOT.

B MonexkynspHO-reHeTHYecKod JabopaTopuu HEOoOXOJMMO  BBLACITATH
HECKOJIBKO 30H.

B 1-i1 30ne skctrparupoBanust [JHK ocyimecTBisoT Bce sTanbl 00paboTKH
OMOJIOTHYECKOTO MaTepuaia U Bbiaenenust renomuoit JJHK.

2-1 30ona mposenenust I[P npennaznauena [y BHECEHHsS] B NMPOOUPKH
KOMIIOHEHTOB amrumidukarmonHon cmecu m JIHK, a taxxke mius mpoBeneHus
ammundukanuu. B 30nax sxctparupoBanust JIHK u npoBenenus ammnuduxanuu
HE CIeAyeT OTKpbIBaTh MPOOMPKH C €€ NPOAYKTaMH, 3Ty HPOLEAYpPY
OCYILECTBIISIIOT B U30JIMPOBAHHOM TPETHEN 30HE.

B 3-i1 30ne ananu3a npoxaykros I[P npoBomaT pecTpukunio, HOATOTOBKY
00pa3LoB K BHECEHUIO B I'ellb, JIEKTPOPOPE3 U PETUCTPALMIO PE3YJIHTATOB.



