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OO0OBEIMHEHHON KOMUCCHUEN

10 Ka4eCTBY MEJAUITUHCKUX YCIYT
MuHHCTEpPCTBA 3APaBOOXPaHEHUS
Pecnyonuku Kazaxcran

oT «21» nexabps 2023 roga
[Tpotokon Ne200

KJIMHUYECKUHA MPOTOKOJ MEJUIIMHCKOI'O BMEIIATEJLCTBA
MOJIEKYJSAAPHO-TEHETUYECKUAN AHAJIN3 MYTAIIUM,
XUMEPHBIX TPAHCKPUIITOB U BAPUAHTOB KOIIMMHOCTU B
KJIIOYEBBIX 52 TEHAX CBA3AHHBIX C PABBUTUEM PAKOBBIX

OITYXOJIEM METOJIOM CEKBEHUPOBAHU A

1. BsoaHas yacTh
1.1 Koa(s1) MKB-10:

MKB-10

Kon Ha3Banue

C67 Pak Mo4eBoro my3sips

C50 Pak MoJI04HOM Kej1e3b1
C18-C20 | KosopekTaibHbIN paKk
C15,C16 Pak numieBoia u xemyaka
CH4 Pak sHnomeTpus

C71 I'mnoGnacToma

Co64 Pak mouekx

Cc22 Pak neuenu

C76 Pak rosoBsl U mien

C43-C44 Menanoma

C45 Me3zoTrennoma

C34 HeMmenkoKJIeTOUHBIN U METKOKIJIETOYHBIN PaK JErKOro
C41 Ocreocapkoma

C56 Pax asnyHUKOB

C25 Pak momkeny0uHOM Kele3bl
C61 Pax nipocTaTsl

C73 Pax muToBUIHOM Kene3bl

1.2 [darta pa3pabotku nporokosa: 2022 ros.

1.3 CoxpanieHusi, HCN0JIb3yeMble B IPOTOKOJIE!

NGS — next generation sequencing

SBS — cexkBeHHpOBaHNWE METOJIOM CHHTE3a

HUOKP — Hayuno-nccrnenoBaTenbCKre U OMBITHO-KOHCTPYKTOPCKHE PaOOTHI

WES — cexkBeHnpoBaHue BCero sK3oma

BO3 — Bcemupnast Opranu3zanusi 31paBOOXpaHeHUs




FISH — ®ayopecuentHas rubpuau3anus in Situ

RT-PCR — IIIIP B peaqbHOM BpeMEeHHU

CNYV - I'enbl Bapuanuii KOJIU4eCTBA KOMUI

1.4 Tlosb30BaTen MPOTOKOJIA: MEIUIIMHCKUE T€HETUKH, OHKOJIOTH, T€MaTOJIOTH,
TEpareBThl, IEAUATPHI, YYaCTKOBBIC Bpauu, Bpauu OOIel MPAKTUKH.
1.5 Kareropusi nauMeHTOB: B3pOCIbIE, ICTH.

1.6 Omnpenenenne: MoOJCKYISIPHO-TCHETHUCCKUN aHAN3 MYyTallui, XHMEPHBIX
TPAHCKPUIITOB W BApUAHTOB KOMUHHOCTH B KIIOYEBBIX 52 TeHaX CBS3aHHBIX C
pa3BUTHEM DPAKOBBIX oImyxoyei ¢ ucmosib3oBanneM NGS TexHomornm (TapreTHOE
CEKBEHHUPOBAHKE) TIO3BOJIIET OJTHOBPEMEHHOE OOHApY)KEHHE COTCH BapHAHTOB IIO
52 reHaMm, OTHOCSIIUMCS K COJIMTHBIM OIyXOJISAM Pa3IMYHON JIOKATHM3AIHH. IJTO
IleJICHANPABICHHBI ~ MYJbTU-OMOMApKEpHBIA  aHaIW3, KOTOPBIA  TMO3BOJISIET
oOHapyxuBaTh ropssuue Touku, SNV, unaens, CNV u cnusnusa renos u3 JJHK u
PHK B ogxoM pabouem mporiecce [1, 4].

1.7 Kannu4veckas kjiaccupukanms:
Kaaccudukamus renon [2,3]

I'eHbl, aHAJIM3UPYEMbIe IS BbISIBJICHUS I'enbl Bapuanuii I'udpuaHbIe reHbl
BapHuaHTOB nociaexosareabHocTu JTHK KOJINYeCTBA KOMMii (fusion genes)
(Copsiune TOUKH) (CNVs)
35 reHoB 19 renos 23 reHoB
JIHK PHK
AKT1 JAK1 ALK ABL1
ALK JAK?2 AR ALK
AR JAK3 BRAF AKT3
BRAF KIT CCND1 AXL
CDK4 KRAS CDK4 BRAF
CTNNB1 MAP2K1 CDK®6 EGFR
DDR2 MAP2K?2 EGFR ERBB2
EGFR MET ERBB2 ERG
ERBB?2 MTOR FGFR1 ETV1
ERBB3 NRAS FGFR2 ETV4
ERBB4 PDGFRA FGFR3 ETV5
ESR1 PIK3CA FGFR4 FGFR1
FGFR1 RAF1 KIT FGFR2
FGFR2 RET KRAS FGFR3
FGFR3 ROS1 MET MET
GNAl1l SMO MYC NTRK1
GNAQ MYCN NTRK?2
HRAS PDGFRA NTRK3
IDH1 PIK3CA PDGFRA
IDH2 PPARG
RAF1
RET
ROS1




2. MeToabl, MOAX0bI U MPOLEAYPHI IMATHOCTHUKH U JIeYEHHU.

2.1 lleab nmpoBeaeHUs NpoueayPbl U BMeNIATEIbCTBA:

MeTton mpuMeHsieTCsl I MACHTU(DUKAIME HOBBIX MYTAIllMi Il TIOMCKA HOBBIX
TCHETUYECKUX abeppaliii ¥ CBS3aHHBIX C HUMH MOTCHIIUAIBHBIX TEPAIeBTHUECKUX
MUIICHEH N7 pa3jMyYHbIX JIOKATHM3AIMA OIyXOJH, a TakkKe ISl TECTHPOBAHUS
COMAaTHYCCKUX MyTaruii [5].

2.2 Tloka3aHusi M NPOTHBOMOKA3AHNSI K MPoLeAype/ BMelIATEJIbCTBY.

2.3 Tloka3zanusi K mpoueaype/ BMelIaTeJabCTBY:

e [lanmMeHTh, HMEIONMIUE 3J0KAYECTBEHHbIE HOBOOOpa3OBaHUsA (COIUIHBIC
OIYXOJIN).

2.4 TlpoTuBonoka3aHus K NMpoueaype/BMelIaTe/IbCTBY: HET.

2.5 Ilepeuensn OCHOBHBIX U AOMOJHHUTEIbHbIX AMATHOCTUYECKUX
MEpPONPUATHH. HET.

2.6 TpebOoBaHusl K NPOBeAEeHNI0 MPOLEAYPbI H BMEIIATEIbCTBA

e KpaTHOCTb  NpPUMEHEHHUS:  HCCIEJOBAHUE  MPOBOJUTCS  OJIHOKPATHO,
MOBTOPSIETCS MPU KJIMHUYECKOM HEOOXOAUMOCTH.

e TexHuka MNPOBEICHMS: NPUMEHECHHE CEKBEHUPOBAHUS HOBOI'O IOKOJEHUS
(NGS texHomnorun).

e  Kputepuu TuarHoCTUKH: HAIMYKE 3JI0KAYECTBEHHOTO HOBOOOPA30BaHUSI.

e  YyBCTBUTEIBHOCTb: BBICOKOUYBCTBUTEIbHBIA METOJl, KOTOPBIA BKJIIOYAET OT
100 o 130 muH mpouTeHUii nap HyKJICOTHIOB.

TpeboBanust K COOJIHICHU IO Mmep 0e30IacCHOCTH, CAHUTAPHO-
MMUAEMHOJOTHYECKOMY PeKUMY:

e Mepbl 0€30MACHOCTH W MNPOTHUBOIMMAEMHYECKHMH  PEXUM  COIJIAcHO
CanurapubiM  npaBuiiaM  «CaHUTAPHO-YIUAECMHUOJIOTHUECKHE TpeOOBaHHUS K

00BEKTaM 3/IpaBOOXPAHEHUS», YTBEP)KJICHHBIM IOCTaHOBJICHUEM IIpaBuTenbcTBa
Pecniyonuku Kaszaxcran ot 11 aBrycra 2020 roma Ne KP JICM-96/2020.

TpeGoBaHKs K OCHALLICHUIO JIA0OPATOPHH.

[IpouienypHbie KAOMHETHI IO MPOBEAECHUIO MOJIEKYJISIPHO-TEHETUYECKOT0 aHAIN3a
MyTalui JOJKHBI ObITh OCHAIIEHBI CIEAYIOIIMM 000PYI0BAaHUEM:
ABTOMaTHdecKkas ctaHius ajs Beigeneuus JIHK;

dyopuMeTp;

Llentpudyra;

JlamuHapHbIi mKadg;

[IpoTouHbIil GaKTEPULIUIHBIN PEHUPKYIATOP BO3AYXa;

XO0JIOOUIbHHUK;

Cucrema xonuaectBeHHo# U 1udposoit [II[P-PT B kommiekre ¢ poboTom st
NOATOTOBKHU YHIIOB;

e  Tepmoumkiep;

e  Boprekc miameyHsli;



YHHBEpCaAIBbHBIA BOPTEKC;

bokc nist cTepuiibHBIX paboT;

CexBenarop;

Tepmonuknep;

Mopo3unbHas KaMepa;

Cucrema 111 aBTOMaTU3UPOBAHHOM MoAroToBku Mukpocdep ¢ JJHK.

TpeOoBaHusi K pacxogHbIM MaTepuajiaM, MeIUKAMEHTAM:

e Marepuan A MCCIAENOBAaHUS: TKAaHU  OIYXOJIM, 3aKJIIOUYEHHBIE B
napaduHOBBIN 0510K, pukcupoBaHHbIi popmanraoM (FFPE).

e  Pacxonnbie Mmarepuaiibl peacTanieHsl B Tadmure 1.

TpeOoBaHusI K MOATOTOBKE MALMEHTA:
e He mnpumeHuMo, Tak Kak B J1a0OpaTOpUI0 MOCTYMAIOT TKAHHU OITyXOJH,
3aKJIFOYEHHBIE B MapapuHOBBII 010K, pukcrpoBanHbIi popmammHoM (FFPE).

MeToauka npoBeeHus MPOUEeTyPbl:
e JlaHHas mporeaypa MPOBOJUTCI B COOTBETCTBUM C  YTBEPKICHHBIMU
CTaHJAPTHBIMHU OMNEPAIIMOHHBIMU MPOIEAYypaMU OPTaHU3AIMU U PYKOBOJCTBOM I10
npotokosry NGS ucrnosb3yeMoii TeXHOJIOTHH.
| Tan: [loaroroBka oOubJAMOTEKU™*:
[ToaroroBka OMOIMOTEKH COCTOUT U3 CIAETYIOIIUX IAroB:
e  BhieneHue oopaszua JIHK;
o [II[P-ammmudukamus JTHK;
- OYHMCTKa OMOJIMOTEKH.
*«bubnamorexay - TUTST napajieIbHOTO BBICOKOTIPOU3BOIUTEIHLHOTO
cexkBenupoBanusi JJHK momkna ObITh cneruanbHbiM 00pa3oM moarotoBiieHa. EE
HY>KHO «Hape3aThy» Ha (PparMeHThI ONpeaeIEHHOMN JJIUHBI U IPUKPETUTH K KAKIOMY
dparmeHTy 0CcOOyI0 METKy, KOTOpas HyXHa [IJI1 HECKOJbKHX DITaroB
HEMOCPEJICTBEHHOTO CEKBEHUPOBAHMS B MpUOOpEe M TMocienyromein o0paboTKu
«CBIPBIX)» JTAHHBIX.
Il 3ran: CekBeHupoBaHmue:
Urenne xaxpaonl HykieotuaHou mnocnenoBarensHoctn JHK B 3aBucMMocTH OT
XapaKTePUCTUK TE€HETUYECKOro aHajau3aTopa (CEKBEHAaTopa HOBOTO IMOKOJEHUS —
NGS).
11 3ran: BuonngopManHMOHHBIH AHAIN3!
[IpousBoauTcss  OMOMHGOPMAIIMOHHBIA  aHAJIW3  TMOJYYEHHBIX  JaHHBIX |
nabopaTopHas UHTEPIPETAIHS TIOTyYCHHBIX PE3yIbTaTOB.

OOmast JMTENTLHOCTh TPOBEACHUS TpOIEayphl cocTaBisier 183 waca u
MIPOBOJIUTCS B HECKOJILKO ITAIOB.



Tabmuna 1. DTans! mpoeaenws nporeaypsl NGS.

OuOIMOTEK HA OMOYHIIBI
ITporecc

HaumenoBanue | Kpatkoe onncanue KosmuectBo JInuTenpHOCTh Pacxonubiil Mmatepuan
JTana 3a/1EICTBOBAHHOTO
NepcoHaJIa
1. I[Ipeananutu | Beinenenue JJHK, PHK | JlabopanT/Bpau- 6 JyacoB 1.HabGop a1s1 BeIICIICHUS
YECKUi U3 nmapauHOBBIX TE€HETUK JJHK,PHK
0JIOKOB, U3MEPECHUE 2.IIpobupka tuna -10 mT
KOHIICHTPALINU 3.HakoHeuHUKHU:
MOJIYYECHHBIX JAHHBIX 1000 MK — 5 mIT.
0-200 mxu1 — 10 .
0-10 Mk — 5 miT.
4.Habopsl IS U3MEPEHHUS
koHneHrpanuu JIHK n PHK.
[IpuroroBnenue Bpau-reneruk 48 gacoB 1.HaGop 17151 npUroTOBIICHUS
oubnmnorexu (pabdbora ¢ OuOIMOTEeKN
oOpazuamu) st 2.1IpoOupKu ¢ HU3KOU
ITAHEJILHOTO aare3suBHOCTHIO - 10 mT
CEKBECHUPOBAHUS 3.ITpobupku 0-200 Mk — 40 1mT.
500 mka - 20 wr.
2 M — 40 mir.
3.HakoHeyHUKHU:
1000 Mkt — 96 .
0-200 mx1 —96 mIT.
0-10 Mkt — 96 mmT.
ITepenoc roToBBIX Bpau-renerux 20 yacoB 1.HaGop 115t mpUroToBIICHUS

OMOJMOTEKH C IIOMOIILIO
aBTOMATHYECKOU CUCTEMBI.




CEKBEHHPOBAHUSA - 2.Habop nss maHenbHOTO

CUUTHIBAHUS CEKBEHUPOBaHM — 2 Habopa.
MOJYYEHHOU 3.HakoHe4YHUKU:
uHpopMaluu ¢ Onouunrna 0-200 mxa — 12 .
U MIEPEHOC JAHHBIX B 0-10 mxm — 12 mT.
IPOrpaMMHOE
oOecrieyeHue

2. Ananutudec | buonndopmanuoHHbIN Bpau-reneruk 4-5 nuent OO61auHbI CEpBUC

KU aHaJIN3 TOJIYYEHHBIX

JAHHBIX, paboTa ¢
0a3zaMu JaHHBIX,
nabopaTopHas
WHTEPIPETALNS
MTOTYYCHHBIX
pe3yJabTaToB™

3. locrananmutr | Opopmienue u Beimaya | Bpau-renetuk 1 gac -
WYECKUN pE3yabTaTOB

*Kinnanyeckas HHTCPIIPCTANMA ITOJTYUYCHHBIX JAHHBIX ITPOU3BOAUTCA OTACIIBHO BPAYOM-IT'CHCTHKOM HAd KOHCYJIbTATUBHOM IIPHUCMC




2.7 WNuauxatopsl 3¢¢ekTHBHOCTH npoueaypsl: OmnpeneneHue MyTaluH Jis
HA3HAYEHUs TApreTHOM TEpaluK, COOTBETCTBYIOLIEH MYTAallHOHHOMY CTaTyCy
OITYXOJIH.

3. OPTAHU3ALIMOHHBIE ACIIEKTBI TIPOTOKOJIA.

3.1 Chnucok pa3padOoTYMKOB MPOTOKOJAa ¢ YKa3aHHeM KBAJIN(PUKAIHOHHBIX
HAHHBIX:

1) AOunpmuHoBa ['ympmrapa JKycymoBHa — JIOKTOP MEOWIIMHCKHAX —HAyK,
npodeccop, Bpau-TeHETUK BBICHICH KaTerOpuu, pPYKOBOAUTEIH J1aOOpaTOpUU
MEPCOHANM3UPOBAHHOW TeHOMHOW auarHocTUkU PI'Tl «bompHunma MenunuHckoro
ueHTpa Ynpasienus nenamu [Ipesnnenta Pecriyonuku Kazaxcran» Ha [1XB;

2) JKabGaxoBa JKamHa MapaTtoBHa — BpayY-TEHETUK BTOPOW KaTETOPUU
nabopaTopur TepCOHATM3UpPOBaHHOW TeHOMHON nuarHocthku PITI «bonbHuia
Menununckoro nieHTpa Ynpasienus aenamu [Ipesuaenta Pecnyonuku Kazaxcrany»
Ha [IXB;

3) bopoBukoBa AHHa BukTtopoBHa — Bpay-TCHETUK TIEPBOM KATCTOPUH
Ja00paTOpun TIEPCOHANM3UPOBAHHOM TeHoMHOM nuarHoctuku PI'TI «bonpHuia
Menununckoro neHTpa Ynpasienus aenamu [Ipesuaenta Pecnyonuku Kazaxcrany»
Ha [IXB;

4) IllunatemupoBa Acenb AcbUIOEKOBHA — Bpady-IeHETHK BTOPOW KaTEropuu
7a00paTopur MEPCOHATM3UPOBAHHOW TeHoMHOW nuarHoctuku PI'TI «bonpHuia
MenuuuHckoro neHTpa Ynpasnenus aenamu [Ipesunenta PecnyOnuku Kazaxcran»
Ha IIXB;

5) HypneucoBa AnThiH AJJIaHBINIOBHA —  KIWHHYECKUH  (apMakKoIor,
3aBenylomas — KiIuHUKo-(papmakomornueckuMm — otaenom  PITI  «bonbHuna
MenuuuHckoro neHTpa Ynpasnenus aenamu IIpesuaenta PecnyOnuku Kazaxcran»
Ha [IXB;

6) AsneeB Aunpeit BiagucnaBosuu — noktop dunocoduu (PhD), pykoBoauTesb
OTZENa OLICHKU TEXHOJIOTUM 3APaBOOXPAaHEHMs U cTpareruyeckoro passutus PITI
«bonbauiia Menunuuckoro nenTpa Ynpasnenus aenamu [Ipesunenta PecryOnuku
Kazaxcran» na 11XB;

7) AxmeroBa Maknan Xamaposua — MPH, crmemuanucr otraena  OLIEHKH
TEXHOJIOTUM 3ApaBoOXpaHeHuss U crparernueckoro passutus PITI «bonpHuna
MenuuuHckoro neHTpa Ynpasnenus aenamu [Ipesuaenta PecnyOnuku Kazaxcran»
Ha [IXB.

3.2 Yka3aHue Ha OTCYTCTBHME KOH(JIMKTA MHTEPECOB: HET.

3.3 Penensent: Kaiinmapoa [unspa PangukoBHa — JOKTOp MEAMIIMHCKUX HAayYK,
npodeccop, akanemuk HammonanpHOUM akamemun Hayk PecmyOmmkm Kazaxcraw,
Bpaud OHKOJIOT BBICIIEN KATErOpHUHM, INIAaBHBIM BHEIITATHBIA OHKOJIOT MHUHUCTEPCTBA
3npaBooxpaHeHus: PecnyOmuku Kazaxcran, mpesuaeHT AccolMaluyd OHKOJIOTOB
PecniyOnmukn  Kazaxcran, aupekrop Ka3zaxckoro Hay4HO-HCCIEI0BATENBCKOTO
MHCTUTYTA OHKOJIOTMH U PAJAUOJIOTUH.



3.4 Yka3aHue ycJIOBHIi epecMoTpa mpoTokoJja: [lepecMoTp mpoTokosia uepes 5
JIET TOCJIe ero OMyOJIMKOBAaHUS M C JaThl €r0 BCTYIUICHUS B JCHCTBUE WU NpHU
HaJIMYUU HOBBIX METOJIOB C YPOBHEM JI0KA3aTEIbHOCTH.
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