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B HacTodleld MHCTPYKUMU MO NPUMEHEHUIO (Jajee — WHCTPYKLUS) H3JI0KEH
METOJ] JICUCHHS TaIlMeHTOB ¢ runepTpodudeckort kapauomuonaruet (I'KMII) u ux
POJICTBEHHUKOB, KOTOPBIN MOKET ObITh UCIOJIb30BaH B KOMILJIEKCE MEIUIIMHCKUX YCIYT
g nanuenToB ¢ ' KMILL

Metoa, W3JIOKEHHBIA B HACTOSIIIENM WHCTPYKLUMH, NPEIHA3HAYEH [JIs1 Bpadeii-
KapIMOJIOTOB, Bpayel-TEparieBTOB, Bpadyel-KapAUOXUPYPIOB H HHBIX Bpaydei-
CIEHHUAIMCTOB OPraHU3alli 3[paBOOXPAHEHUS, OKa3bIBAIOIINX MEAUIIMHCKYIO MOMOIIb
narerTam ¢ ' KMII B aMOynaTOpHBIX U CTallHOHAPHBIX yCIOBUSIX.

IHNEPEYEHb HEOBXOAUMOI'O OBOPYAOBAHUS, PEAKTHUBOB,
CPEJICTB, U3/IEJINMA MEJJUIIMHCKOM TEXHUKH

1. Oxokapauorpad.

2. Dnektpokapauorpad.

3. Anmapat aisa cyrounoro monutopuposanust IKI' (CM DKI).

4. O0opynoBaHue JJIsi TEHETUYECKUX HCCICAOBAHUI: TEPMOCTAT, MOPO3UJIbHAs
kamepa Ha -20 °C, MenuimHcKas neHTpudyra, MUKporeHTpudyra, crekTpodoTomeTp,
amMIuupuKkaTop (TEpMOIMKIEp), Kamepa JJid TOPU3OHTAJIBHOTO 3JeKTpodopesa,
TPaHCUJUTIOMUHATOP, aBTOMATUYECKUE MUTIETKH EPEMEHHOTO o0BeMa;
aBTOMATUYECKUN TEHETUYECKUU aHaJIM3aTOp; CEKBEHATOp HOBOTO MOKOJICHHS,
npeHa3HauYCHHBIN I BRHICOKOIPOM3BOAUTEbHOTO cekBeHupoBanus (NGS).

5. PeakTuBbI JUIsi TeHETHYECKUX ucchenoBanuid: misi BoieneHus JHK (tpuc-
runpoxsopun, Tris-HCI), xmopun Hatpust (NaCl), muruapart-nuHATPUEBOW COJH
(Na;EDTA), rtumpokcun wHatpus (NaOH), HeMOHHOE TOBEPXHOCTHO-aKTHBHOE
BemectBo Triton X-100, xmopux wmarnus (MgCly), caxaposa, pactBop SDS,
npotenHasa K, cmech GpeHoI-XJ10poPopM-U30aMUIOBBIN CIIUPT, XJIOPOPOPM, ITHUIOBBIMA
CIIUPT, JEUOHW3WPOBaHHAs BOja); HAOOP pEarcHTOB MJIsI WM3MEPECHHs KOHIICHTPAIHH
JIHK; nabGop peareHTOB yisi MPOOOMOATOTOBKA W CEKBEHUPOBAHMSI, BKIFOYAIONTUIN
nmpaiiMepbl I8 BCeX KOAMPYIOIMX TocieaoBaTenbHocTelt reHoB MYH7, MYBPC3,
ACTCI, MYL3, MYL2, TNNCI u TPM1; nns snextpodopesa (arapo3a, OpOMUCTHIIM
STUANM, KPACUTENb JJII HAHECCHHS MPOAYKTa Ha Telb).

6. Haznauaemble  sexapctBeHHble  cpeactBa (JIC):  B-agpeHoOiokaTtops
(bucomposon 5 wnm 10 mr; meromposonacykuuHar 50 wim 100 mr) B TabnerTkax,
MOKPBITHIX 000JIOYKOM.

7. IIpenaparbl 06a30BOM Tepanmuu: aHTHATPETAHTHI, MO MOKA3aHUSAM — CTaTHHBI,
CITUPOHOJIAKTOH, TUYPETHKH.

INOKA3AHUA K MTIPUMEHEHHUIO
['uneprpoduueckas kapauomuonarus (142.1, 142.2).

IMPOTUBOINIOKA3AHUA IJ151 IPUMEHEHUSA
OcTtpsiii nadapkT muokapaa (121).

Octpoe HapyIieHre MO3roBoro kpoBooopaienus (163).
TpombosMOo0Ims nerounoit aprepun (126).
3nokavecTBeHHBIe HOBOOOpa3zoBanus (C00 — C97).



OIMUCAHUE TEXHOJIOT'UHU UCITOJIB3OBAHUSA METOJIA

1 stan — onpenenenue Gpenoruna 'KMII y narmenTa uiam ero poJiCTBEHHHUKA 10
pe3yibTaTam JII000M BU3yalnu3upyolie metonuku: sxokapauorpaduu (I9xoKI') wim
MarHuTHO-pe3oHaHcHoM ToMmorpaduu (MPT) cepana:

(eHOTUN-TIO3UTUBHBIN MalMEeHT (TOJIIIMHA CTEHKH MHUOKap/a JIEBOTO JKelly104Ka
(JIX) >15 MM B ogHOM 1k O60jiee cermMeHToB Muokapaa JIK);

(EHOTUN-TIO3UTUBHBIN POJCTBEHHUK (TOJIIMHA CTEHKH MHOKapaa >13 MM B
OJTHOM unu Oosiee cermeHTOB Muokapaa JDK nmpu Hanuuny aHOMaMid MHUTPaIbHOTO
KJIallaHa: MEePEIHECUCTOINYECKOTO JBUKEHUS CTBOPOK, N30BITOYHON JIMHBI MEpeIHEN
CTBOPKH >21 MM, TUIIEPTPOPUHN TATUIUIIPHBIX MBIIIIII);

(heHOTUN-HETaTUBHBIN MAIUCHT WU POJCTBCHHUK (TOJIIMHA CTEHKA MHOKap/a
JDK <15 MM 1 OTCYTCTBHE AaHOMAJIMH MUTPAJIIBHOIO KIIAIIAHA).

2 JTam — ompeecHIe HAINYUS MyTaruu B ogqHoM u3 reaoB MYH7, MYBPCS,
ACTC1, MYL3, MYL2, TNNCI u TPM1, xogupyromux capkoMepHbIe OEJIKH, KOTOpbIe
MOTyT ObITh ipuurHON ['KMII, MeTog0M BBICOKOTIPON3BOIUTEIHHOTO CEKBEHUPOBAHUS
(NGS-texHoorus).

[TocnenoBaTenbHOCTh TEHETUYECKOTO TECTUPOBAHUS:

3a00p BEHO3HOU KpoBU B oOBeMe 2,0 MJI B BakyTallHEp WJIM CTEPHUIIbHYIO
npoOUpKy, coaepxaiiue nuTpaT HaTtpus. Ha sThkeTke AOMKHBI ObITh yKa3aHbI MUGD
nalyeHTa u jaara 3abopa;

Boifienienne JJTHK ¢enonxmnopo@opMHbIM METOIOM C MOCHEAYIOMIEH OYHCTKOM
JIHK cnupramu uiv ar00BIM APYTUM CIIOCOOOM C MCIOJIb30BAHMEM T'OTOBBIX HAOOpPOB
pearenToB s Boiaenenus JHK;

u3MepeHne KouueHTpammu 2-nienodeyHoir JIHK ¢ wucmomnb3oBanmem Habopa
peareHTOB Ha (iroopumeTpe u noBenenue konmeHTparuu JJHK cHavana no 10 Mxr/mi,
3aTeM — 5 MKI/MIT,

pOOOMOATOTOBKA C MCIIOJIb30BaHWEM HAa0Opa peareHTOB, BKIIIOUAOIIAsl JTAIlbI
TarMeHTaIuu, oOoramieHus, aMiuiipukanuu U ounctku reHomHoi JIHK cormacHo
MPOTOKONY Tpou3BoauTeNsi. Bo03MOXKHO MCHOJNIB30BaHUE aHAJTOTMYHBIX HAOOPOB
peareHTOB, COACpKAIMX IpakMepbl s 3k30HOB reHoB MYH7, MYBPC3, ACTC1,
MYL3, MYL2, TNNCI u TPM1;

BaJUAAIMs MOJATOTOBICHHON OMOJMOTEKH C MCIOJIb30BAHUEM TOPHU3OHTAIBHOTO
anektpodopeza B 1,5-2 % arapo3HOM rejie MU H3MEPCHHE €€ KOHIICHTpaIllud Ha
baroopumMeTpe;

pazbaBieHue OUOIMOTEKH 10 KOHIIeHTpaluu 1,25 HM, nobaByieHruEe KOHTPOIbHOMN
oubimoreku PhiX (2 %), momemieHre B sSYCHKY KapTpuIka C pearcHTaMH JUIs
CCKBCHUPOBAHHSI,

YCTaHOBKa KapTpHUKa B MOJTHOTEHOMHBIA CEKBEHATOP, 3arpy3Ka BCEeX JaHHBIX 00
oOpa3llax B NporpaMmMHOe OO€eCleYeHHWE CEKBEHAaTopa M 3alyCK MpOroHa
CEKBCHUPOBAHUS;

AHHOTHPOBAHUE TIOJIYYCHHBIX PE3YIhTATOB CEKBEHHWPOBAHUS C WCIIOJIH30BAHUEM
CHEIUATBHOTO MPOTPAMMHOTO O00ECIeUeHHs, TO3BOJISIFOIIETO OIICHUTh MaTOT€HHOCTD
BBISIBIICHHOTO TEHETUYECKOTO BapuaHTa Ha ocHoBe 0a3 manHbix dbSNP, 1000 genomes,
GWAS, HGMD u npenckaszarensubix Moayneir Polyphen 2, SIFT u Mutation Taster;



YCTAaHOBJICHWE  MYTallud, OTBETCTBEHHOW 3a  pa3BUTHE TUIEPTPOHUIECKON
KapJIMOMHOIIATHH.

3 aTamn — onpeeseHue reHoTrIa/eHOTUIIA MAMEeHTa UK €TI0 POJCTBEHHUKA 110
pe3yibTaTaM reHOTUITUPOBAHMUS:

TeHOTUIT/()EHOTUIT HETATUBHBIN (HE MMEIOT HMJICHTU(DUIIMPOBAHHONW MYTalUMH U
kinHnYeckoro gpenoruna ['KMII);

Te€HOTHUIT MO3UTUBHBIA/PEHOTUIT HETATUBHBIN;

TeHOTHIT/()EHOTHIT TIO3UTHBHBIN;

TeHOTHUI HETaTUBHBIN /(PEHOTHUI MO3UTUBHBIN.

4 yTan — NPUHATHE PEIIeHUs 00 OKa3aHUK KOMILJIEKCa MEIUIIMHCKUX YCIIYT:

reHOTUI/(PEHOTUIT-TIO3UTUBHBIM u T€HOTHUII-HEeTaTUBHBIM/(PEHOTHTI-
no3uTuBHBIM mnanueHtam ¢ [KMII wuim ux pojacTBeHHHMKaM HEOOXOAUMO
Ha3HaAuUTh [-aapeHoOsokaTopsl  (OMCOMPONON  WJIM  METONPOJION) MyTeM
MEJUICHHOTO0 THTpoBaHus 103kl JIC 10 MakCMMajabHO MEPEHOCHMOM: (s
oucomnposonal,25-2,5-5-7,5-10 mr/cyTt; ans meromnposionia cykuuHara 12,5-25-50-
75-100-200 mr/cyt) ¢ unaTepBasioM 7—10 mHEH MEXay MOCICAYIOIIUMH J103aMHU C
y4eToM 4acToThl cepaedyHbix cokpamiennit (YCC) u ypoBHS apTepualbHOTO
nasienus (AJl). Kpurepusmu mnpekpameHuss TOBBIIMICHUS JO3bI SBISIOTCS
ypexxenue YCC wmeHee 55 ynapoB B MHH U CHHXXEHHE CHCTOJIMYECKOTO
aprepuanbHoro nasieHusi (CAJl) menee 90 mm pt. cr. Ilpu mosBieHHH TOOOYHBIX
peakiuii B xoje TutpoBaHus 103kl (ypexxkenne YCC wmenee 60 ygapoB B MUH,
aTPUOBEHTPUKYJISIPHBIC U CHHOATPUAIBHBIC OJIOKANbI, THTIOTCH3MUS), «OTTUTPOBAHHAS))
no3a B-aapeHobaokaTopa J0JKHA ObITh B 2—4 paza HUXKE TEpaneBTUUECKONH. AKTUBHOE
JMHaMUYeCcKoe HaOJoIeHre: OocMOTp Bpada 2 pa3za B roji, IXoKI 1 pa3 B rog, CM OKI
2 pa3a B rof;

TCHOTHIT-TIO3UTUBHBIM/)EHOTHIT-HETAaTUBHBIM TIAITUEHTAM FJIA POJICTBEHHHKAM
B-ampeHoOoKaTOpEl HE HA3HAYaTh, MOKa3aHO JUHamMU4eckoe HabmromeHue: DxoKI u
CM OKT' 1 pa3 B rox;

TeHOTHUII/(PEeHOTUII-HEraTUBHBIC pOoACTBeHHUKH narmeHToB ¢ ' KMII He momiexar
JOJITOCPOYHOMY JTMHAMUYECKOMY HaOJIOICHUIO.

MNEPEYEHb BO3MOXHBIX OCJOXHEHWUH WJIH OHNIMBOK IIPHU
BBIIIOJIHEHUHU U ITYTU UX YCTPAHEHUA
OTCyTCTBYIOT.



