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OBO3HAYEHHMA N COKPAILLIEHUA
['KMII — runeprpodudeckast KapJuOMUOIIATHS
JIIT — neBoe mpencepaue
JDK — neBbIit Kenynouek
MK — muTpanbsHbIi KJIanaH
[IC/] — mepenHe-CUCTOIMYECKOE ABUKEHUE
TMXII — TonmuHa MEXKEITYTOYKOBOM MEPETOPOIKU
I'’1 BTJDK — rpaaueHT 1aBiaeHHs B BBIHOCAILEM TPAKTE JIEBOTO
KeTynouKa

NGS - BBICOKOTIPOU3BOIUTEILHOE CEKBEHUPOBAHUE



B macrosimieil MHCTpYKUMM TIO TPUMEHEHHUIO (Jajiee — HHCTPYKIIHS)
U3JI0KEH METOJ OMNpENEICHUS BEPOATHOCTU Pa3BUTHUS THUIEPTPOPUUECKOi
kapauomuonatuu (I'KMII), koTopelit MoXkeT OBITh MCIIOB30BaH B KOMILUICKCE
MEIUIMHCKUX YCIYT, HAaPaBJI€HHBIX Ha MeauUMHCKON npodunaktuky I'KMII.

Meroa, HM3JN0KEHHBIM B HACTOSIIEHM HWHCTPYKLMH, MPEAHAZHAYEH IS
Bpaueu-KapAUOJIOTOB, Bpadyeu-TEpaIreBTOB, Bpadyei-KapAUOXUPYProB U HHBIX
BpAuEU-CIICLIUAJIMCTOB ~ OpPraHU3alMid  3/pAaBOOXPAHEHHUs,  OKa3bIBAKOLIUX
MEIUIMHCKYI0 TomoIls mnamueHTaMm ¢ ['KMII B amOynaTopHBIX U

CTallMOHAPHLBIX YCIIOBUMAX.

NEPEYEHb HEOBXOJUMBIX MEJUIMHCKUX U3JAEJIUHA U
MATEPHAJIOB

1. 2XO-kapauorpad.

2. Dnextpokapauorpad.

3. Amnmapar ayig npoBefeHusi cytouyHoro MonutopupoBanus OKI (CM
OKT).

4. OOopymoBaHue MJiS TEHETHYECKUX HCCIENOBAHUN: TEpMOCTarT,
MOPO3UJIbHAS Kamepa Ha -20°C, MEJULIMHCKAs neHTpudyra,
mukpouentpudyra, giyopumerpeQuantus (Promega, CIIA), ammumdukarop,
KamMepa Uil  TOPU3OHTAJIBHOTO  3JeKTpodope3a, TPaHCWLIIOMHHATOP,
aBTOMATUYECKUE MUIETKU NIEPEMEHHOT0 00beMa; IEHKEpP; CEKBEHATOP HOBOIO
MOKOJICHUS], MpeHa3HAYEHHbIN TUISt BBICOKOTIPOU3BOIUTEIBHOTO
cexBeHupoBanus (NGS).

5. PeaktuBbl g TPOBENECHUS  TEHETUYECKUX  MCCIICIOBAHUMA:
Boifenenue JIHK (tpuc-rumpoxmopun (Tris-HCI), xnopun natpusi (NaCl),
nuruaparauHatpueBod comum  (NaEDTA), runpokcun Hatpus (NaOH),

HEHMOHHOE TMOBEPXHOCTHO akTHBHOE BemiecTBO Triton X-100, xmopua MarHus
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(MgCl,), caxapo3za, pactBop SDS, mporennasza K, cmech ¢eHoI-X110p0odhopMm-
W30aMUJIOBBI  CIIUPT, XJOpOGOpPM, OTUIOBBIM CHUPT,ACHOHU3UPOBAHHAS
Bosa); i m3Mmepenus kouneHrparuu JJHK (Habop pearentoB QuantiFluor®
ONE dsDNASystem); i1 mnpoOONOArOTOBKM M CEKBEHUPOBaHHsI(HAOOD
pearenToB  «TruSight™  CardioSequencingPanel», Illumina, CIIA)umm
AQHAJIOTUYHBIM,  BK/IIOYAIOIIMM  IpaliMepbl i1 BCEX  KOIUPYIOLIUX
nocinenosareibHocTeureHoBMYH7, MYBPC3, ACTCI, MYL3, MYL2, TNNCI u
TPM1;nns snextpodopesa (araposa, OpPOMHCTBIA STUAUN, KpPaCUTENh IS

HAHCCCHMS MPOJYKTA Ha TeJIb).

[TIOKA3AHUAA K ITPUMEHEHHAIO

['uneprpoduueckas kapauomuonarus (142.1, 142.2).

[MTPOTUBOITOKA3AHUA K ITPUMEHEHUIO
Octpslii uH@apkT Muokapzaa (121).
OcTpoe HapylleHre MO3roBoro kposooopatienus (163).
TpomOo3MboHMs meroadon aprepun (126).

3nokadyecTBeHHBbIC HOBOOOpazoBanms (CO0 — C97).

OIMMCAHUE TEXHOJIOI' MU NCIIOJIb3OBAHUA METOJA

1 Drtam - onpeneneHre TOJNIIUHBI CTEHKHM MHOKap/a JICBOTO Keyd0uKa
(JOK) mo pesynpTaTaM BU3YaTU3UPYIOMIMX METOAUK: 3XOKapauorpadum
(Ox0KTI'), marautHO-pe3oHancHor Tomorpaduu (MPT) mnm kommbroTepHOI
tomorpaduu cepana (KT).

20Tan — ONpeAcICHUE HAIWYUSIMYTalluMB OJHOM U3 TeHoBMYHY,
MYBPC3, ACTCI, MYL3, MYL2, TNNCI wu TPMl, xoaupyromux
capKOMepHble Oenku, KOoTopble MOryT ObiTh npuunHOM ['KMII, metomom

BBICOKOIIPOM3BOAUTEILHOTO cekBeHUpOoBaHus (NGS-TexHOomOr N ).
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ITocnenoBaTeIbHOCTH MMpPOBCACHNA TCHETUYCCKOT'O TCCTUPOBAHHNA:

MIPOBECTHU 3a00p BEHO3HOU KpoBH B 00beMe 2,0 M B BaKyTallHEp WIIH
B CTEPWIBHYIO MPOOUPKY, COAEpKAIMUEeUTpaT HaTpus. Ha sTukeTke
JOJDKHBI OBITh yKa3aHbI U(p MalreHTa U Jata 3a0opa KpoBw;
BoiienuTh JIHK denon-xmopopopmubiM MeTOIOM € TMOCHEAYIOUIEH
ounuctkon JJHK cnupramm corimacHo cTaHAapTHOMY HPOTOKOJY WIIH
J00BIM JIPYTUM CHIOCOOOM € HCIOJb30BAHUEM TOTOBBIX HAOOpPOB
pearenToB 114 Beiaesnenus JIHK;

U3MEpUTh KoHIeHTpanuio 2-nenodeyHor JIHK ¢ ucnonws3oBaHuem
Habopa  peareHTtoB  QuantiFluor®  ONE  dsDNASystemna
dyopumerpeQuantus (Promega, CIIIA) u 10BECTH KOHIICHTPAIUIO
JIHK cnauana mo 3nHadyenust 10 Mxr/mi, a 3aTeM — 5 MKI/MII;
OCYILIECTBUTD poOOMOATOTOBKYC UCIIOJIb30BAHUEM Habopa
«TruSight™  CardioSequencingPanel»,  Bk/IOUaloIIyl0  dTarbl
TarMEHTAIlMK, OOOTaIleHUs, aMIUTU(OUKAIIMA W OYUCTKH TEHOMHOU
JAHKcornacuo npotokony npon3BoauTens. Bo3aM0KHO MCIOIb30BAHUE
aHAJIOTUYHBIX HAOOPOB pEareHTOB, COJACPKAIIUXIIpaMephl IS
sk30HOB TeHOB MYH7, MYBPC3, ACTCI, MYL3, MYL2, TNNCI n
TPM1,

MPOBECTHU BaAJIMIAIIAIONIOATOTOBJIEHHOMN OnOIMOTEKHU c
UCIIOJIb30BaHUEM TOPU30HTAIILHOTO anekTpodopesan 1,5-
2%arapo3HoM reje u U3MEPEHUSI ee KOHIICHTpaIlluHa
dbayopumerpeQuantus (Promega, CIIIA);

pa30aBUTHOMOINOTEKY 110 KOHIeHTpamuu 1,25 HM, n1006aBUTH
KOHTpOJIbHYI0  OmOmmotekyPhiX (2%), moMecTHTh B  SYCHKY

KapTpuazKa ¢ pearCHTaMu JJIsI CCKBCHUPOBAHUSA,



® YCTaHOBHUTH KapTPHK B MoIHOreHOMHBIMcekBeHaTopMiseq(l1lumina,
CIIA), 3arpy3uTh Bce JAaHHble 00 oOpa3lax B MNPOrpaMMHOE
obOecrieyeHrne CeKBEHATOPa U 3allyCTUTh TPOTOH CEKBEHUPOBAHUS;
® [POAHHOTUPOBATh TOJIyYEHHBIC PE3yJbTAaThl CEKBEHUPOBAHUS C
WCIMOJB30BAHUEM  CHEIUAIBHOTO  MPOTrpaMMHOTO  oOecredeHus
ANNOVAR, m103BOJSAIONIETO OIICHUTHh MNATOI€HHOCTHh BBISIBJICHHOI'O
FEHETUYECKOTO  BapuaHTaHa oOcCHoBe 0a3  maHHeix  dbSNP,
1000genomes, GWAS, HGMD, wu mnpeacka3aTelbHBIX MOJyICH
Polyphen2, SIFT  uMutationTaster;  ycTaHOBHTH  MyTallHIO,
OTBETCTBEHHYIO 32 PAa3BUTUE TUNEPTPOPUUECKON KapIMOMUOTIATHUH.
3 Oram — onpenenenue BepossTHOCTH pa3Butus I KMII
1. Beicokasi BEpOSITHOCT®:
—TOJIIMHA CTeHKH Muokapaa JDK >15 mw;
—Hanmuuue MyTtauuu B ogHoMm m3reHoBMYH7, MYBPC3, ACTC1, MYL3,
MYL2, TNNCI n TPM1, konupyroomnmx capkoMepHbIe OCJIKHU.
2. Huzkas BEpOATHOCTS:
— ToJuMHa cteHkn Muokapaa JDK <15 mwm;
— otcyrcTBHe maroreHHod Mmyrtammu BreHaxMYH7, MYBPC3, ACTCL,
MYL3, MYL2, TNNCI n TPM1, xoaupyronmx capKkoMepHbIe OEIKH.

BO3MOKHBIE OCJIOKHEHUSA
Het



