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B HacTosleld MHCTPYKUMHU MO NPUMEHEHUIO (Janee — WHCTPYKLUS) H3JI0KEH
METOJ  MOJEKYISIPHO-TCHETUYECKOM  JUAarHOCTUKH  HACJIEACTBEHHOW  MOTOPHO-
CEHCOpPHOM HelpomnaTuu, OOYCIOBICHHONW TOYCUYHBIMH MYyTalusMu B TeHe PMP22,
KOTOpPbI MOKET OBITh MCIHOJIb30BaH [JIsi MOBBIIIEHUS 3(PGEKTUBHOCTH MEIUKO-
reHeTudeckoro koHcyiabTupoBanus (MI'K) um mpeHaranbHON NMAarHOCTHKUA B CEMBSX
BBICOKOT'O PHCKA.

NHCcTpykiuss npegHa3HaueHa [JI1 BpAayEH-TEHETHUKOB MEIUKO-T€HETHYECKUX
HEHTPOB (OTHETCHUI, KOHCYJIbTAIMi), Bpayeil-HEBPOJIOTOB, Bpaueil IabopaTopHOi
JAarHOCTUKH.

NEPEYEHb HEOBXOAMMOI'O OBOPYJIOBAHHUS, PEAKTHUBOB,
CPEJICTB, U3JEJIMA MEJJULIIMHCKOM TEXHUKU

buonozuueckuit namepuan

buonornueckum wmarepuaniom ans aHanuza ciayxut JIHK, Bbigenennas wus
JEUKOLMTOB Nepruepruieckont KpoBH.

Ilposedenue nonrumepasznoit yennou peaxkyuu (IIL[P)

Mamepuanvt u o060pydosarue: TPOTrPaAMMHUPYEMBIN HarpeBaTeIbHBIM OJOK
(ammumdukarop), MUHULIEHTpUDYTA, TPpoOUpku o0beMoM 1,5 mi, npobupku ans [TIP
o0bemoM 0,2 MII, MUKPOIIUIIETKH C OJJHOPA30BBIMH CMEHHBIMH HAaKOHEYHHUKAMH.

Peaxmusvr: Taq mnonumepasza, coorBercTByrommii 10X Oydep nmns TILP,
25 mmoute MgCl,, emeck nezokcunykneoruarpudocdparos (AATP, dTTP, dCTP, dGTP),
npaiiMepbl, OMTUCTHIUIMPOBaHHAs enoHu3npoBanHas Bojaa (H,0).
[TocnenoBarenbHOCTH MpaiMEpPOB AJIsl CUHTE3a PparMeHToB reHa PMP22:

exl 1F CTCCTCGCAGGCAGAAACTC

1R CTGAACCAGCAGGAGCACGGG
ex2 2F TCAGGATATCTATCTGATTCTC

2R AAGCTCATGGAGCACAAAACC
ex3 3F TGGCCAGCTCTCCTAAC

3R CACCCCGCTTCCACATG
ex4d 4F GCCATGGACTCTCCGTC

4R CCTATGTACGCTCAGAG

Ilposedenue cexeenupyrouieii peakyuu

Mamepuanvt u 060pydoeéanue: TPOTPAMMHUPYEMBIH HArpeBaTEeNbHBIA OJIOK
(ammumndukarop), MuHULIEHTpUYyTa, Mpodupku ooveMom 1,5 mi, npodbupku ansa [P
o6vemoM 0,2 MII, MUKPOIIUTIETKU C OJJHOPA30BBIMH CMEHHBIMH HAaKOHECYHUKAMH.

Peaxmusevl: nabop 11 cukBeHca, 5X Oydep s cUKBEHca, MPAMONU U 00paTHBIM
npaiiMepsl, OMTMCTUILTUPOBAHHAS BOJIA.

Aemomamuyeckuil KanuanApHolil 31eKmpogopes

Mamepuanvt u 060pyoosanue: TEHETUYECKHH aHAJIN3aTOpP C MPOTPAMMHBIM
o0ecrieueHneM I  CHKBEHCA, BOPTEKC, NPOrpaMMHUpPYEMBI  TEpMOCTar,
MUHULEHTpU(YTa, MUKPOIIUIIETKU C OJHOPA30BBIMH CMEHHBIMH HAKOHEYHUKAMH.

Peaxmuevr: popmamun, 4%-it pacTBop moivMepa JUisl 3alOJHEHUS Kamuuispa,
10X SATA Oydep, OugucTUIIMpOBaHHAS BOJA.



IMNOKA3AHUSA K IPUMEHEHUIO

HacnenctBennas moropHo-cencopHas Heviponatus (HMCH, mudp no MKb-10
G60.0) ¢ mopakenuem nepudepruIeCKUX HEPBOB (IBUIATEIbHBIX W YYBCTBHTEIIbHBIX),
c1a00CThIO0 U aTpodueil MBI, HApyIIEHUEM MOXOAKU U AedopMaliieil KOHEUHOCTEH,
a TaKXKe pa3IMYHBIMU CEHCOPHBIMU HapylieHusMu (yTpata OOJIEBOM, TaKTHJILHOMN
U TEeMIEepPaTypHOU YYBCTBUTEJIBHOCTH) MOCIE MCKIIOYEHHUS TpeX HauOojiee YacThIX
noarunos HMCH: HMCH I|A (anynnukaunus rena PMP22), HMCH IB (touyeunbie
myTtanuu B reie MPZ) u HMCH IX (toueunsie Mmytanuu B rene GJB1).

Anroputm JIHK-auarHoctuku Haubonee dacThix (OpM  HACJIEICTBEHHOM
MOTOPHO-CEHCOPHOM HeliponaTuu | Trura oToOpakeH Ha pucyHke 1.

IHNPOTUBONIOKA3AHUA JJIAA IPUMEHEHMUSA
OTCyTCTBYIOT.



HanpasreHue naiyeHToB ¢ CUMIITOMaMHU MPOSIBIEHUS IepU(epruiaecKon
HEeWponaTuu Bpadamu-KiamHunucrtamu Ha MI'K
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OINIMCAHUE TEXHOJIOI'MA UCITOJIB30BAHUA METOJA

MeToauka onpeaesieHus ajiesen

IlIpogeoenue IIL[P

1. IIpurotoBuTh HEOOXOAMMBIM 00BEM aMIUTMGUKAIIMOHHON CMECH U3
pacuera 20 Mkn1 Ha peakinuio. CMech ¢ KOHEUYHBIM 00BeMOM 20 MKIJI COJEPKHUT
IXITLP ©ydep, 2,5 mmoar MgCl,, 200 mxmons dATP/ACTP/ATTP/AGTP, mo
5 nMoJb npaiiMepoB u 0,75 equHUIl aKTUBHOCTH T a0 OJIMMepasbl.

2. B mpobupku mia [P BHectn mo 19 mkn ammim@uKanMoOHHOW cMecu
u oopazen JITHK.

3. Ilpobupku momecTuTh B aMIuIuuKaTop U nposectu jAeHarypanuio JJTHK
B TeueHue 5 mMuH npu 95°C. 3atem BbimoaHserca 30 UMKIOB aMIUTM(UKALUU [pU
CIEAYIOIMX TEMIEPATYPHO-BPEMEHHBIX YCIOBUAX: 1 MUH aeHaTypauuu npu 95°C,
1 mun ormxura mpu 60°C u 1 mMun cunte3a mpu 72°C. Ha 3aBepmiaromieit craguu
CUHTE3a MPOOUPKHU BbIIepKUBatoTcst 7 MuH nipu 72°C.

4. Tlocne okonuanus [1IP mpoOsl momMenaroT B XOI0IUITBHUK.

Ilposedenue cexeenupyrouieii peaxyuu

1. B npobupku nns I[P BHecTn mo 4 MK CEKBEHHPYIOUIEH CMECH, 2 MKII
CeKBeHHUpytoiiero 6ydepa, 2 MMoib NpsAMoro uinm ooparHoro npaimepa, 4 mxi ITLP-
MPOJYKTa U OMIUCTUIUTUPOBAHHON BOABI 10 20 MKII.

2. IlpoOupku mOMECTHTh B aMIUTUQUKATOP W TMPOBECTH 25 IHKIOB
aMIUIM(PUKALMK TpH  CIEAYIOIIUX TeMIlepaTypHO-BpEMEHHBIX ycioBusx: 10 ¢
neHarypauuu rnpu 96°C, 5 ¢ omxura npu 50°C u 4 mun cunresa npu 60°C.

3. Tlocne okonuanus I[P mpoObI moMemarT B XOJIOUITHHUK.

Aemomamuueckuil KanuaaapHolil 31eKmpogopes

[TonrotoBKky Kk  paboTe  TEHETHMYECKOTO  aHajgu3aTopa  BBIMOJHHUTH
B COOTBETCTBUU C UHCTPYKLHMEH PUPMBI-TPOU3BOAUTEIIS.

AHanu3 Npou3BOJUTH NPH CIAEAYIOIIHUX NapamMeTpax:

- IJIUHA Kanuyuisipa — 36 cMm;

- 3aMoIHeHUe Kanuuisipa 4%-M IOJIMMEPOM;

- remriepatypa — 50°C;

- BpeMsl HHBEKIMH 00pa3lia B Kanuuisip — 5 C;

- BpeMs paszenieHus — 36 MuH,

- HanpspkeHue 11 kB.

Iloocomoexa npoo:

1. B npoOGupky ¢ BBICYIIEHHBIM NPOAYKTOM CEKBEHUPYIOIIECH peakuuu
n00aBuTh 15 Mk popmamuia.

2. BcTpsixuBaTh Ha BOPTEKCE J0 MOJHOTO PACTBOPEHUS.

3. IIpoOsI nenarypuposath 2 MuH npu 95°C.

4. Tlocne neHarypauuu NpoOUPKH ¢ MPOOAMU OBICTPO OXJIAAUTH BO JIBAIY.

5. YcraHOBUTHP HEOOXOIMMOE KOJUYECTBO MHKPONPOOMPOK B IITATHUB
aHaJIM3aTopa.

6. Ilepenectu Bechb 06beM POOBI B MUKPOIIPOOUPKH.

Ananuz npoo:

1. YcTraHOBHUTH LITATHUB B AaHAJIA3ATOP.

2. 3agath HEOOXOIMMBIE MMapaMeTPhl aHAIM3a B porpaMmme cOopa JaHHBIX.



3. 3amycTuth nmporpamMmy cOopa JaHHbBIX.

4. Tlocne okoHYaHUS paszfieieHus oOpas3loB M cOOpa JaHHBIX IMEPEHECTH
pe3yabTaThl B IPOrpaMMy aHalu3a JaHHBIX.

5. IIpoananu3upoBath MOITY4YECHHBIC JaHHBIE.

Humepnpemayun nony4eHHbIX OGHHBIX

[Ipy BBHIMOJHEHUH MPSIMOTO CEKBEHMPOBAHUS HICHTH(PHUKALNIO MYTaIUil
OPOBOJAT HCXOAS U3 3a(UKCHPOBAHHBIX HW3MEHEHHH B TIOCIEIOBATEIBHOCTU
HYKJICOTUA0B B aHamm3upyeMom ¢parmente JJHK (pucynok 2). IIpu oOHapyxeHHH
MyTanuu B reHe PMP22 craButcs nuarHos: HAacleACTBEHHAs MOTOPHO-CEHCOpHas
HerponaTus |A tuna (mudp mo MKB-10 G60.0).

g ol

1— OJTHOHYKJICOTUIHAA 3aMCHA B TCTCPO3UTOTHOM COCTOSTHUH, 2— HOpMa.
CTpeHKOﬁ OTMCYCHO MCCTO HYKJ'IGOTI/II[HOI\/'I 3aMCHBI.

Pucynok 2. — Pe3ysibTaThl CEKBeHMPOBAHUSI BTOPOT0 3K30Ha rena PMP22

NEPEYEHB BO3MOJKHBIX OCJIOJKHEHUH WJIA OIIUBOK ITPU
BBIITOJIHEHUU U ITYTU UX YCTPAHEHUS

YuuthiBasi KpailHe BBICOKYIO UyBCTBUTENbHOCTh MeTona 1P, HeoOxommmo
n30eraTh 3arpsi3HEHUS HUCCIEAYEMBbIX O0O0pa3llOB HMHOPOJIHBIM OHOJIOTHYECKUM
maTepuaigoM. Jlyis mpenoTBpallleHusi JUarHOCTHUECKUX OIIMOOK Haao coOIoAaTh
ClIeyIolMe TpaBuIa;

- CTIOJIb30BaTh TOJIBKO XUMHYECKHM YHMCTYIO W, KEJaTelIbHO, CTEPUIIbHYIO
ocyay;

-mociie  paboThl € KaXIbIM OOBEKTOM WHCTPYMEHT M HCIOJIb3yeMble
MIOBEPXHOCTH JIAOOPATOPHBIX CTOJIOB IPOTUPATH ATAHOJIOM;

- UCTIOJIb30BaTh OJTHOPA30BbIe MPOOUPKU U HAKOHEUHUKH JJIs TUTIETOK;

- CTEpUJIU30BaTh  TPUMEHsSEMbIE  pacTBOpPHI  (€CiM  JOMyCTHMa WX
CTepUIIM3AIIHS ) U XPAHUTh X PA3NUTHIMU HEOOIBIITNMHE MOPIUSIMU;

- paboTaTh TOJIHKO C MUHIMAJIHPHO HEOOXOAMMBIMUA 00bEMaMH PacTBOPOB;

- Iepe]l OTKPBIBAaHHEM KpBIIIEK MPOOMPOK OCaXIaTh PAaCTBOPHI CO CTEHOK
HEeHTPUYTUPOBAHUEM;

-B KaXIyl Ccepuio npod BKIOYATh B KAaueCTBE KOHTPOJIS MPOOHPKY
C IO3TalHBIM BHECEHHWEM BCEX IPUMEHSAEMBIX pacTBOopoB, HO 0e3 JIHK
(oTpuLaTENBHBIA KOHTPOJIB);



- mpu BoigeneHnn JIHK u moctanoske 1P nmuio cotpyaHuka TOKHO OBITH
3aIMIIEHO YKPaHOM JIMOO MAacKOM, paboTa BBIMOJIHSAETCS B OJTHOPA30BBIX MEpUaTKax,
KOTOpHIE B CJIydae MomnaJaHus Ha HUX MaTepralia MEHSIOT.

B nmaGopaTopun HEOOX0AMMO BBIICTATH HECKOJIBKO 30H:

1. 3ona okcrparupoBanuss JIHK — B Hell OCYIIECTBISIOT BCE ATallbl
00paboTKH OMOJIOrMYEeCKOro MaTepuala 1 Bbiaenenus renomuoi JJHK.
2. 3ona mnposeaenus I[P — npeanasnadeHa ajis BHECEHUS B NMPOOHPKH

KOMITOHEHTOB amiummbukanuonnon cmecu u JIHK, a Taxxke mms mpoBemeHus
ammnpukanuu. B 3o0Hax skctparupoBanusi JJHK u mposegenust [P (mepsoit
U BTOPOH) HE CJIEAyeT OTKpPHIBATh MPOOUPKU C MPOAYKTAMHU aMIUTU(PUKALUHU, ITY
IIPOLIEAYPY OCYLIECTBIISIIOT B U30JIMPOBAHHOM TPETHEN 30HE.

3. 3ona anamm3a mnpoaykroB I[I[[P — B Hell NPOBOAAT PECTPUKIIHIO,
NOJATOTOBKY OOpa3loB K BHECEHHIO B Te€llb, 3JIEKTPO(OpEe3 M PErUcCTparuio
pe3yJIbTaToB.



