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OBO3HAYEHUMA 1 COKPAIIEHMA
['KMII — runeprpodudeckast KapJuOMUOIIATHS
Ox0KI" — sxokapaunorpadus
CM OKI - cyrounoe monuropupoBanue JKI’
JIC — nexapCcTBEHHOE CPEICTBO
JDK — neBpIit Kenynouek

NGS - BBICOKOTIPOU3BOAUTEILHOE CEKBEHUPOBAHNE



B Hacrosmieil MHCTPYKIIMM TI0 MPUMEHEHUIO (fajmee — HMHCTPYKIHS)
W3JI0KEH METO/I JICUCHUS MAIlUCHTOB C THUIEPTPOPHUUSCKON KapAuOMHUOIIATHEH
('KMII) u uX pOACTBEHHUKOB, KOTOPBIM MOXET OBITh HCIIOJIb30BaH B
KOMIUJIEKCE MEAUIIMHCKUX yCIyr s manueHToB ¢ ' KMIL.

Meroa, HM3JI0KEHHBIM B HACTOSIIEHM HWHCTPYKLMH, MPEAHAZHAYEH IS
Bpaueu-KapAUOJIOTOB, Bpadyeu-TEpaIreBTOB, Bpadyei-KapAUOXUPYProB U HHBIX
BpayEH-CIICIIMAIINCTOB ~ OpraHW3aluyd  3APaBOOXPAHCHHUSA,  OKa3bIBAIOIIMX
MEIUIMHCKYI0 TomoIls mnamueHTaMm ¢ ['KMII B amOynaTopHBIX U

CTallMOHAPHLBIX YCIIOBUSX.

NEPEYEHb HEOBXOJUMBIX MEJUIMHCKUX U3JAEJIUHA U
MATEPHAJIOB

1. 2XO-kapauorpad.

2. Dnextpokapauorpad.

3. Amnmapar mjis npoBeAeHuss cyTouHoro MonurtopupoBanus OKI' (CM
OKT).

4. OO6opynoBaHue [yUisi TEHETUYECKHUX HCCIENOBAaHUU: TEpMOCTar,
MOPO3UJIbHAS Kamepa Ha -20°C, MEJULIMHCKAs neHTpudyra,
MUKpOUEHTpUu(dyra, crnekrpopoToMerp, amiummpukaTop  (TEPMOLMKIED),
KamMepa Uil  TOPU3OHTAJIBHOTO  3JeKTpodope3a, TPaHCWLIIOMHHATOP,
aBTOMaTUYECKHE  MHUIETKM  MEPEMEHHOro  00beMa;  aBTOMAaTHUYECKUUI
IFeHETUYECKUI aHAJIN3aTOP; CEKBEHATOP HOBOI'O MOKOJICHHSI, IPEIHA3HAYEHHBIH
JUTSL BBICOKOIIPOU3BOAUTEIbHOTO cekBeHnpoBanus (NGS).

5. PeakTuBbl 11 TNPOBENCHUS TEHETHUYECKUX HCCIAEAOBaHUM: s
Beiienieanss JIHK (tpuc-runpoxiopun (Tris-HCI), xmopun nHatpus (NaCl),
nuruapatauHatpueBoit  conmu  (Na,EDTA), runpokcuny Hatpus (NaOH),

HEHMOHHOE TMOBEPXHOCTHO akTUBHOE BemiecTBO Triton X-100, xmopua MarHus
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(MgCl,), caxapo3za, pactBop SDS, mporennasza K, cmech ¢eHoI-X110p0odhopMm-
M30aMUJIOBBIN  CIIUPT, XJOPO(OpPM, ATUIOBBIA CHHUPT, JIEHOHU3UPOBAHHAS
BOJia); Habop peareHTOB i1 wu3MepeHus KoureHtpanuu JHK; nHabop
peareHToB i MPOOOMOATOTOBKM ¥  CEKBCHUPOBAHHS, BKIIFOYAIOITUH
npaiiMepbl JUIsi BCEX KOAMPYIOIIMX moclienoBarenbHocTel reHoB MYH7,
MYBPC3, ACTC1, MYL3, MYL2, TNNCI wu TPM1l; nnsa snexrpodopesa
(arapo3a, OpOMUCTBIN ATUAMM, KPACUTEIb JIJIsl HAHECEHUS MPOAYKTa Ha Ieflb).

6. nazHauaemblie sekapcTBeHHble cpenctBa (JIC): PB-ampeHoOnOKaTOPHI
(buconposon 5 mr uwiau 10 mr; meromposoncykuuHat 50 wunm 100 mr) B
TabJeTKaX, MOKPBITHIX 000JTOUYKOM;

7. mpenaparbl 0a30BOM Tepanuu: AaHTHArPEraHThl, IO IOKa3aHUsIM —

CTaTHHBI, CHUPOHOJIAKTOH, JUYPETUKH.

[TIOKA3AHUAA K ITPUMEHEHHAIO

['uneprpoduueckas kapauomuonarus (142.1, 142.2).

[MTPOTUBOITOKA3AHUA K ITPUMEHEHUIO
OcTtpsrii undapkT muokapzaa (121).
OcTpoe HapylleHre MO3roBoro KkpoBooopatienus (163).
TpomboaMO0HUs erouno aprepu (126).

3nokadyecTBeHHbIe HOBOOOpazoBanus (C00 — C97).

OIIMCAHUE TEXHOJIOI'MU NCIIOJIbB3OBAHMA METOJA
1 DOran — onpenenenue ¢enoruna 'KMII y mnauuwenTta wim ero
pPOJICTBEHHUKA IO pe3yJbTaTaM 000 BU3yalH3UPYIOLWIEH METOIMKU:

sxokapauorpaduu (3xoKI') unu marautHo-pe3oHaHcHOoM Tomorpaduu (MPT)

cepama:



— (heHOTHN MO3WTHUBHBIN MAIMEHT (TOJIIMHA CTeHKH Muokapnaa JIDK >15
MM B OJTHOM HIH OoJjiee cerMmeHToB Muokapa JIXK);

- (heHOTHUIT TO3UTUBHBIN POJACTBEHHUK(TOIIIMHA CTEHKH MUOKapaa >13 MM B
OHOM uiIM Oonee cerMeHTOoB Muokapaa JIK mnpu Haauuuu aHOMaHid
MHUTPAJIBHOIO  KJIAllaHa: IMEPEIHE-CUCTOJMYECKOTO  JIBUKEHHS  CTBOPOK,
M30BITOYHOUN JUIMHBI TIepeaHed CTBOpKU>21 MM, runeptpoduu nanuuisipHbIX
MBIIIIIT);

— (peHOTHN HETaTUBHBIN MAlMEHT WIM POJCTBEHHHUK (TOJIIUHA CTECHKH
muokapaa JIK <15 MM 1 0TCyTCTBHE aHOMAIMI MUTPAJILHOTO KJIAIaHa).

2 Dtan - ompenesieHHe Haluyusg MyTallud B oJHOM u3 reHoB MYHY7,
MYBPC3, ACTCI, MYL3, MYL2, TNNCI wu TPMl, xoaupyromux
capkoOMepHbIe OeyKu, KOoTopble MoryT ObiTh mpuumHoir ['KMII, meromom
BBICOKOTIPOU3BOAUTENBHOTO cekBeHnpoBanus (NGS-texHomorus).

[TocnenoBaTenbHOCTh MPOBEACHUS TEHETUYECKOTO TECTUPOBAHUSA:
® TMPOBECTH 3a00p BEHO3HON KpoBH B 00beme 2,0 My B BakyTallHEp WU B

CTEpWIbHYIO POOUPKY, COEepKAIINe ITUTpaT HATpusl. Ha STUKETKE JOJKHBI
OBITh yKa3aHbl K()p MaluKueHTa u gata 3adopa;

o Boigenuth JHK ¢denon-xmopopopMHbIM MeTOAOM ¢  TOCHEAyIONIEH
ounctko JIHK cnupramu wim  J100bIM  JIpyTMM  CIIOCOOOM €
UCIIOJIb30BAaHUEM TOTOBBIX HAOOPOB peareHToB i Boijenenus JJHK;

e U3MEpUTh KOHIeHTpanuio 2-nienoyeyHor JIHK ¢ ucnonb3oBanuem Habopa
peareHToB Ha (uryopumerpe u goBectu KoHueHTparuio JIHK chawana no
sHaueHus 10 MKr/mi, a 3aTeM — 5 MKI/MJI;

® OCYHIECTBUTH MPOOOIOJATOTOBKY C HCIIOJb30BaHUEM HaboOpa peareHToB,
BKJIIOUAIOIIYI0 dJTallbl TarMeHTAIlluh, OOOTallleHHs, aMIUTUDUKALNN U
ounctku renomHor JIHK cormacHo npoTtokosy npousBoauTesisi. Bo3amoxHO

HCIIOJIB30BaHUC AHAJIOTUYHBIX Ha60pOB pCarcHToOB, COACpIKAIIUX



npaiimepbiis 3k30HOoB renoB MYH7, MYBPC3, ACTC1, MYL3, MYLZ2,
TNNCI n TPM1;

® [POBECTU BAIMAAIMUIO MOATOTOBICHHOW OWMOIMOTEKH C HCMOJb30BAHUEM
TOPU30HTANILHOTO AJ1eKTpodopesa B 1,5-2% arapo3Hom resie U U3MEpEHUs ee
KOHIIEHTpalluU Ha (PIryopumMeTpe;

e pa30aBUTh OMOIMOTEKY A0 KOHLEHTpauuu 1,25 HM, 100aBUTh KOHTPOJIbHYIO
oubnuotexy PhiX (2%), momecTuTs B siueiiky KapTpuIka ¢ peareHTaMu st
CEKBECHUPOBAHMUS;

® YCTaHOBUTh KapTPU/K B TOJHOTEHOMHBIM CEKBEHATOp, 3arpy3uTh BCE
maHHble 00 oOpa3lax B TporpaMMHOE OOECTieYeHHe CeKBEeHaTtopa U
3aIyCTUTh MPOTOH CEKBEHUPOBAHUS.

® [IPOAaHHOTHPOBATH  MOJYYECHHBIC  PE3yJIbTaThl  CEKBEHUPOBAHUS  C
UCIIOJIb30BaHUEM CIEIUATILHOTO IPOrPaMMHOTO oOecrieueHusl,
MO3BOJISIFOIIETO  OIEHUTh IMATOT€HHOCTh BBISIBICHHOTO TI'€HETHUYECKOIO
BapuaHTa Ha ocHoBe 0a3 manHbix dbSNP, 1000genomes, GWAS, HGMD wu
npeackazarenbHbplx  momynei  Polyphen2, SIFT wu  MutationTaster;
YCTAaHOBUTh MYTAIlUI0, OTBETCTBEHHYIO 3a pa3BUTHE THUNEPTpOodHUUecKoit
KapJIMOMHUOTIATHH.

3 Oran — omnpeAelieHHE TE€HOTUIA/(PEeHOTUNAa TMAlUKWEeHTa WIH €ro

POJICTBEHHMKA T10 Pe3yJIbTaTaM T€HOTUITUPOBAHMUS:

— TeHOTHUN/()EHOTUIT HETAaTUBHBIK (HE WMEIT HACHTHU(UIIUPOBAHHON

MyTaruu 1 kauandeckoro Gpenorumna I'KMID);

—T€HOTHI TTO3UTUBHBIA/(PEHOTUI HETATHBHBIMN;

—reHOTUI/(heHOTUIN TTO3UTUBHBIN;

— T€HOTHI HETaTUBHBIN /(PEHOTHUI MO3UTHUBHBIN;



4 Drtan — NpUHATHE pelIeHUs M 00 OKa3aHWU KOMIUIEKCAa MEAUIIMHCKHUX
YCIYT:

— TEHOTHUI/(EHOTUIT TO3UTHUBHBIM M TEHOTUN HETAaTUBHBIM/(PEHOTHII
no3uTuBHbIM TnanueHntamc ['KMII wnu ux poACTBEHHHKaM HEO0OXOJIUMO
Ha3HAYUTH3-apeH00I0KATOPHI(OUCOTPOIIOT Wi METOIPOJIOJ)ITyTEM
MEIJICHHOTO TUTPOBaHUA 103kl JIC 10 MaKCUMAJIbHO TEPEHOCUMOM

1) nns Ouconposona:1,25 -2,5 -5 -7,5 -10 mr/cyT;

2) nis MetonposonacykiHara 12,5-25-50-75-100-200 mr/cyt
¢ uHTepBaioM 7-10 mHEW MeXay MOCISAYIONIMMHU J03aMU C YYETOM YacCTOThI
cepaeunbix  cokpamennit  (UCC), ypoBHS  apTepuaIbHOIO  JIaBJICHUS
(Al).KputepusiMmu OCTAaHOBKHM MOBBIIMICHUSI J03bl sABISIOTCS ypexkeHue UCC
MEHee 55 yJapoB B MHUHYTY M CHUXXEHHE CHCTOJHUYECKOTO apTEepPUaIbHOIO
nasnenus (CAJl) menee 90 mMm pr.ct. [lpu mosiBneHnn moOOYHBIX peakIuil B
xone TtutpoBanug a03bl (ypexenune YCC wmenee 60 ymapoB B MHHYTY,
MOSIBJICHUE aTPUO-BEHTPUKYJISIPHBIX U CHHOATPUAIIBHBIX OJIOKAJ, TUTIOTCH3UH),
«OTTUTPOBaAHHAsH J103a OeTa-aJpeHo0I0KaTOpa 10 KHA ObITh B 2-4 paza HUXKE
TepaneBTUYECKONW N103bl. [IpOBOANTH aKTMBHOE IWHAMHYECKOE HAOIIOICHHE:
ocMOTp Bpaya 2 pasa B rony, 9xoKI' 1 pa3 B rogy, CM OKI" 2 pa3za B roay;

—TCHOTUIl  TMO3UTUBHBIM/(DEHOTUIT  HETaTUBHBIM  MAIlUEHTaM  WJIU
POJCTBEHHUKAMB-aipeHOOJI0OKATOPhl HE Ha3HAYaTh, TPOBOJAUTH TUHAMUYECKOE
Habmonenue: OXoKI' u CM OKI' 1 pa3 B roxy;

—reHOTUI/()eHOTUI HEeTaTUBHBIE POJACTBEHHUKH NanueHToB ¢ [ KMII He

MOJIJIeXkKAT JIOJATOCPOYHOMY JUHAMUYECKOMY HAOII0ICHUIO.

BO3MOKHBIE OCJIO’KHEHUS
Her



