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ob6bpawieHune
rmaBHOro
pepakrTopa

6uoMeaMLUMHA
n chapmakonorus

B HOMepe

cTp. 4 ObpalleHne rnaBHOro pegakropa
akagemuka B. H. NapMoHa

cTp. 6 [paKTnyecKkoe ncronb3oBaHme
reHeTnJyecknx TexHonornii B benapycwm.
OnbIT coTpyaHuyectBa ¢ Poccuiickon Depepaumeit

cTp- 11 HayyHoe 6paTcTBO

cTp. 18 MeTo[ BbIABNEHNSA BEPOATHOCTM Pa3BUTUS
0CTeonoposa c NaTo/IorMYeCcKUMIN NepeoMamMm

cTp. 24 QapMaKoreHeTUYecK1ii MoAXo[ B OLEHKe
PUCKa JTEKAPCTBEHHbIX OCMTOXKHEHWI MPK Tepanmm
LInM30dpeHMN

cTp. 28 PazpaboTka criocoba KoNMUYecTBEHHOMN
OLLEHKMN FeHETUYECKOWN NPeapacrnofioXeHHOCTH
K Pa3BUTMIO MOSIUIeHHbIX NaToN0rniA

cTp- 31 Vicnonb3oBaHWe NOTHOSK30OMHOIO
CEKBEHMPOBaHMA ONA OMAarHOCTUKN CITOMKHbIX
c/ly4YaeB B neguatpum

cTp. 35 MonekynapHbIi TecT
Ons goonepaumMoHHON OMAarHOCTUKM Y310BbIX
06pa3oBaHN LMTOBUOHOW »XKefe3bl

ctp. 39 YrnepogMuHepasbHble COPOEHTbI
Ha ocHoBe oKcmpa anoMuHmng CYMC-1

cTp. 41 lNpopbiBHbIE pa3paboTku MHcTUTyTa
XMMNYECKOM BMOoNornm 1 yHLaMeHTabHOM
MeaunuuHbl CO PAH B o6nactn 6uocapMaL,eBTUKM
u broMeguULMHbI

cTp. 46 Cnoco6b BbigBNeHUs MyTauuii 2282del4,
R501X, R2447X B reHe dovnarrpuHa (FLG) npwu
BY/IbrapHOM MXTMO3€ M aTOMNMYECKOM AepMaTuTe

cTp. 48 TexHONoOrna MoseKyNapHO-reHeTUYecKomn
OUarHOCTUKM CEMENHOWN rmnepxonecTtepuHeMmnm
MEeTO[0M TapreTHOro BbICOKOMNPOM3BOANTENIBHOIO
CEKBEHMPOBAHMUSA

cTp- 51 Cnocob BbigBieHnsa Mytauun p.L265P
B reHe MYD88

cTp. 53 TexHonorna AnarHoCTUKM
M MepcoHann3npoBaHHOM Tepanuym MOHOMeHHbIX
dhopM caxapHoro guaberta

cTp. 56 TexHonora neyeHns 3/10Ka4eCcTBEHHbIX
HoBoOOb6pa3oBaHUI «KapaHaxaH»

cTp. 64 [NepcoHanM3npoBaHHble TEXHOMOTNK
NMpPOrHo3a coumanbHO 3HaYMMbIX 3aboneBaHuin
YyefloBeKa Ha OCHOBE MOJIEKYIAPHO-FreHEeTUYECKMX
MapKepoB



reHeTukKa
KUBOTHDbIX

CeNIbCKOXO3SIMCTBEHHas

reHeTuka
n 6uortexHonorus
pacTeHumn

MOJIeKYNsIpHble
6uoTexHoNorum

110

6uomHcdopMaTuKa

cTp. 68 LleHTp reHeTUYeCKUX pecypcoB
NabopaToPHbIX XXMBOTHbBIX — K/ll0YEBas
MH(PACTPYKTYpPa B MMMNOPTO3aMeLLLEHNN
MO[E/bHbIX OPraHM3MOB A1 6MOUCTBLITAaHUNA

cTp. 70 Vicnonb3oBaHMe reHeTUYECKNX MAapKEPOB
B >XMBOTHOBOACTBE

cTp. 78 MoneKynsapHO-LUTOreHeTUYECKME METO b,
HanpaB/ieHHble Ha co3aHne 3pPeKTUBHOM
TEXHOIOTUWN MONYyYEHUS TMOPULO0B TPUTUKANE

M CEKANOTPUTUKYM

cTp. 83 MoneKkynapHas reHeTVKa 3/1aKoBbIX
M MN0O0BbIX KYNbTYP AA PeLeHUs NPaKTUUYeCKuX
BOMPOCOB B CEMIbCKOM X034iCcTBe

cTp. 87 TecT-cucteMa ans sKCNpecc-guarHOCTUKM
CMeLLaHHbIX MHGEKLMIA NECHbIX APEBECHbIX PaCTeHWUM

cTp. 96 Pa3paboTka 1 BHEAPEHNE KOMIIEKCa
CENEKLMOHHO-FEHETUYECKNX TEXHOIOMIA

M CO3[aHMe Ha UX OCHOBE COPTOB 3EPHOBbIX KyJBTYP,
a[aNTUPOBaHHbIX K Pas/IMYHbIM 3KONIOMMYECKNM 30HaM

cTp. 99 lNprMeHeHne 6UoTEXHOOrUN
coMaTn4yecKoro aMbpuroreHesa B Ka4yecTBe OCHOBbI
ons nporpamMmbl MVF B Poccun

cTp- 103 GroTtexHonorna nonyyeHmnsa nocagoyuHoro
MaTepuana nepcneKTMBHbIX A5 CMBUPCKOro
pervoHa copToB ronybuKu TonsHoOW 1 ee rmbpmnaos

cTp. 110 [pon3BoacTBO hePMEHTHbLIX NpenapaToB
ON8 HY>XI, OMOTEXHONOr K

cTp. 114 [eHOMHble 6LMOTEXHOIOrUN
015 >XMBOTHOBOACTBa B benapycu

cTp- 122 ANDSystem: KorHuTMBHas cuctema
0191 PEKOHCTPYKLUMKM M aHanm3a rpada 3HaHui
(reHHbIX ceTel) Ha OCHOBE aBTOMATUYECKOTrO
M3BNEYEHNs 3HAHUM N3 TEKCTOB Hay4HbIX
ny6MKaLuniA, NaTeHTOB 1 haKTorpaduyecknx
6a3 AaHHbIX

ctp. 126 ANDDigest — cucTteMa ceMaHTUYeCKoro
NoucKa MHPOPMaLMKM B HAYUYHbIX CTaTbAX
M NaTeHTax Ha OCHOBE METOA0B aBTOMAaTUYECKOrO
aHann3a TEKCTOB M MALUMHHOIO 0by4eHus






BbuoMeauumHa
n chapmMmakonorus

MeTop BbiIBIeHNS BEPOSTHOCTU Pa3BUTUSA
18 0OCTeonoposa C NaTofIorMyYeckMMmn nepesoMamm

DapMaKoreHeTUYECKN NOOXOL B OLLEeHKe pucKa
24 JIEKAaPCTBEHHbIX OC/IOXKHEHWUI Npu Tepanum
mnsodppeHnmn

PaspaboTka crnocoba KoNnMUYeCcTBEHHOM OLLEHKM
2 8 reHeTUYEeCKOW NPeapPacrnosioXXeHHOCTU K Pa3BUTUIO
MOSIMreHHbIX NaToNorni

Mcrnonb3oBaHMe NOIHOSK30MHOMO CeKBEHMpPOBaHNA
31 Aona QNarHOCTUKKM CNOXXHbIX CNlydaeB B negnatpun

MoneKynapHbIi TeCcT AN goonepaunoHHON

3 5 AMarHOCTUKM Y3710BbIX 06pa3oBaHui WUMTOBUAHOM
>xenesbl
YrnepoaMunHepanbHble cOpbeHTbl Ha OCHOBE OKCMAA
39 anoMuHua CYMC-1

MpopbiBHblE pas3paboTkM MHCTUTYTa XUMUYECKOM
41 6uonornn n pyHaaMeHTanbHo MeanumHbl CO PAH
B 06nacTn 6nohapMaLleBTUKM U BMOMEANLIMHBI

Cnocob BbisBneHnsa MyTaunii 2282del4, R501X,
46 R2447X B reHe cdounarrpuHa (FLG) npu BynbrapHom
MXTNO3€ M aTOMNNYECKOM fiepMaTmTe

TexHonorns MoneKynsipHoO-reHeTUYeCKoM ANarHOCTUKM
48 CeMeNHOW rmnepxonecTepmHeMmnm MeETOL0M TapreTHoro
BbICOKOMPON3BOAMUTENIBHOIO CEKBEHVPOBAHUSA

51 Cnoco6 BbisiBneHus MyTauumn p.L265P B reHe MYD88

TexHOoNorns AMarHoCTUKM U MepPCoHaIM3MPOBAHHOM
3 Tepanuu MOHOreHHbIX (hOPM caxapHoro anabeTa

TexHonormna nevyeHmnsa 3n10Kav4eCTBEHHbIX
6 HoBoob6pazoBaHWi «KapaHaxaH»

nepCOHaﬂVI3VIpOBaHHbIe TEXHOJIOMMN NPOrHo3a
64 COLMANbHO 3Ha4YMMbIxX 3aboneBaHn YenoBekKa
Ha OCHOBE MONIEKYNAPHO-FreHETUYECKNX MapKepoB
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METO/ BbIABNEHUA
BEPOATHOCTU PA3SBUTUA
OCTEOINOPO3A

C NATOJ10I' MHYECKMK MNMEPEJTOMAMUA

locypnapcTBeHHOE Hay4yHoe
yupexkaeHue «MHCTUTYT reHeTUKN
M umtTonormm HaymoHanbHoM
akapemuun Hayk benapycu»

yn. AkageMundeckas, 27, . MUHcK,
Benapycb, 220072

Mopo3uk NaBen Muxannosuu

3aMecCTuUTe/lb AUPEKTOpPa Nno Hay‘-IHOI\/‘I pa60Te, KaHaounpaTt
6I/IO}'IOFVI‘-I€CKVIX HayK, OOUEeHT

Ten.: +375-173-52-18-48, +375-298-90-02-26,
P.Marozik@igc.by

locynapcTBeHHOE yupexkaeHue
obpasoBaHus «benopycckas
MeaUUMHCKas akageMus
nocneannioMHoro o6pasoBaHus»
yn. . BpoBku, 3, Kopnyc 3,

r. MuHck, benapycb, 220013

PypneHko EneHa BukrtopoBHa

OOLEHT Kadepbl, KAHANAAT MEOULMHCKUX HayK, AOLEHT
Kadhenpbl KapANONOrMmM N PpeBMaToNIornmn

Ten.: +375-296-05-76-83, alenka.v.ru@gmail.com

Ocreonopo3 (OI1) siBnsieTcs 3ab60seBaHNEM KOCT-
HOI1 CUCTEMBI, XapaKTepU3YIOMUMCSI HU3KON KOCT-
HOU Maccoil, MUKpOapXUTEKTYPHbIMU HapyLIeHU-
SIMU CTPYKTYPbI KOCTHOI TKaHU C NOCJIE€NYIOMAM
MOBBIIIEHUEM XPYIIKOCTU KOCTE U MOJIBEP)KEHHO-
CTbIO MaTosiornyeckum nepeaomam. OIT He TOIBKO
SIBJISIETCSI OCHOBHOU NPUYMHOI NIEPEJIOMOB, HO
Y OTHOCUTCSI K YMCJTy 3200J1€BaHUM, TPUBOASIIIIX
K CHUKEHUIO Ka4eCTBa KU3HU MalueHToB, GopMu-
POBAHUIO MHBAJIUAHOCTU U YBEJIUYEHUIO CMEPT-
HOCTH, OCOGEHHO Cpeay MOXKUbIX moneit. Conu-
asibHasl 3HAaYMMOCTb U BBICOKHE DKOHOMUYECKHUE
3arpaTbl Ha siedeHre OIT 06pas3yloT IUPOKOeE 10J1e

Mopo3uk NaBen Muxaiinosny,
3aMecTuTesNb AUpeKTopa no
Hay4yHoW paboTe, KaHoMaaT
61ONOrMYECKNX HayK, OOLLEHT

PyneHko EneHa BukTopoBHa,
DOUEHT Kadhenpbl Kapamonornm
M peBMaToniornu, KaHgmpat
MeOUUMHCKNX HayK, OOLUEHT

JJIs1 paspa60TK1/1 HOBBIX ITOAXO0I0B I'[pOCbI/IJIaKTI/IKI/I
,U,aHHOI/uI IIaTOJIOTUY Ha OOKIIMHMWYECKOM 3TaIl€, YTO
SIBJISIETCS O,HHOI/uI 13 MIPUOPUTETHBIX 3a4a4 34PaBO-
OXpaHE€HNA B [TOANEP>KAHNN 300POBbA 1 Ka4Y€CTBa
JKM3HU HaCEJIEHV A BO MHOTUX CTPaHaX.

BrIBIIEHME JIIOAEN CO CHMKEHHOU MUHEPAJILHO
IJIOTHOCTBIO KOCTHOM TKaHU IPENCTABISET ONpeE-
JIEJIEHHYIO CJIOKHOCTD, [IOCKOJIbKY ITPOLIECCHI CHU-
SKEHUS KOCTHOM MacCChl B OPraHu3Me NIOJIr0E€ Bpems
NIPOTEKAIOT MENJIEHHO U 6€CCUMIITOMHO. JlaH-
Hble M3MEHEeHUSI MOKHO HabJI0naTh JULIb IPU
J1abOpaTOPHO-MHCTPYMEHTAIBHOM 00CIIEOBAHUN
B CIIELATIN3UPOBAHHBIX LIEHTPAX C IPOBENEHUEM
IeHcutoMeTpuu. UlHpopmalius o reHeTUYeCcKon
NIPenpacioO)KEHHOCTY K KOCTHBIM IIEpeIoMaM
B 3TOM aCIIEKTE IIOMOXET C(POPMUPOBATh TPYIIIIbI
MOBLIIIEHHOTO PUCKA U LieJIEHANIPABIEHHO IIPOBO-
IUTbh KOMIIJIEKCHbIE MEPOIIPUSTHUS 110 TpodUIaK-
trke OIl 1 HU3KO9HEPreTUIECKUX N1EPETIOMOB.


https://igc.by/ru/main-ru/
https://belmapo.by/

Llenb paboTsl — pa3dpaboTKa METOAUKYU OLI€HKU
prCKa KOCTHBIX N€PEJIOMOB Y )KEHIIUH C OCTEO-
MOPO30M C yY€TOM KJIMHUYECKUX, 1abOpaTOpPHO-
VHCTPYMEHTAJIbHBIX ¥ MOJIEKYJIIPHO-T€HETUIECKUX
MapKepoB.

B pamkax 3apanus 6.3 «['eHeTu4eCcKre acIreKThl
KOCTHO-MBIIIEYHON cucTeMbl» HaydHO-
TEeXHUYECKON mporpammel COI03HOTO TOCYIapCTBa
«JHK-unentuduxanus» B IHCTUTyTe r€HETUKU
n nurosnoruv HAH Benapycu (r. MMHCK) COBMECTHO
¢ besopycckoil MeIMIMHCKOM aKaJeMuen 1nocie-
IUIJIOMHOTO 00pa3oBaHus (I. MUHCK) IpOBeEH
psp, UcciaefoBaHUN, HANlPaBJIE€HHBIX Ha pa3pa-
OOTKY METOJja BbISIBJIEHUS] BEPOSITHOCTU Pa3BUTHS
OCTEO0IIOPO3a C MaTOJIOTUYECKMMU TI€PETIOMAMU.
B nccnenoBanue 61710 BKIIOUYEHO 620 6esopyc-
CKUX KeHIYH, 13 Hux 456 ¢ OI1 u 164 KOHTPOJIb-
HOI IpyMIIbL, KOTOPBIM OBLJIO IPOBEJEHO KIVMHUYE-
CKoe 00cieJoBaHue, a TAKKe FeHOTUITMPOBAHUE 110
57 nonnMopdHBIX BapUaHTaM, JIOKAJIM30BAaHHBIM
B 28 reHax, BOBJIEUEHHBIX B ME€TAa00JIN3M KOCT-
Ho#l TKaHu: al-uenu xosnareHa I tuna (COLIAL),
a2-uenu konnareHa [ tuna (COL1A2), peuenTtopa
sutamuna D (VDR), peuenrtopa scrporeHa (ESR1,
ESR2), meTuseH-TeTparugpo-qQosnarpenyKrassl
(MTHFR), cknepoctuHa (SOST), napatupeous-
Horo ropmoHa (PTH), peuenTtopa KajablUTOHUHA
(CALCR), 6enka 5, ponCcTBEHHOTO GejikaM ceMeli-

BEVOMEONLIMHA N ®DAPMAKOJIOIMA

CTBa PeLENTOopa JUINONPOTENHOB HU3KOW IJIOT-
Hoctu (LRPS), ocreonporerepuna (OPG), iuranna
pelLenTopa-akTUBaTOpa SAEPHOTO TPAHCKPUIILY-
onHoro ¢akropa NF-«B (RANKL), 6es1ka 4 curHasib-
Horo iyt Wnt (WNT4), kocTHOro MOp¢OreHeTun-
yeckoro 6esika 2 tuna (BMP2). Tlo pesysnbratam
aHaJM3a acCoLMalN BbISIBIEHO BBICOKOUH(pOPMa-
THUBHBIX T€HETUYECKUAX MapKepoB: 11 — pucka ocre-
OIOp03a, 7 — YPOBHSI MUHEPAJIBHON IIJIOTHOCTHU
KOCTHOH TKaHu, 4 — nedunura sutamuna D. Kpome
TOr0, CTATUCTAYECKU 3HAUMMasl accolalys C pu-
CKOM KOCTHBIX II€EPEJIOMOB BbISIBJIEHA [1J1S1 BOCBMU
JokycoB gty reHoB: COLIA1 rs1800012, COL1AZ
rs42517, VDR rs7975232, rs1544410, rs731236, ESR1
rs9340799, rs2234693 1 MTHFR rs1801133.

Haunbosiee BasKHBIMU pe3yJIbTaTaMU BbIITOJIHEHHBIX
MCClelOBaHU SIBJISIOTCS JaHHblE, I10JyYeHHbIE
B XOJl€ Npe/IBApUTEJIbHBIX KIMHUYECKUX UCIIbITa-
HUI pa3paboTaHHOTO METOJA OL€HKU BEPOSITHO-
CTHU KOCTHBIX IlepesIoMOB. Pa3paboTaHa 6asibHas
CHCTEMa, COIJIACHO KOTOPOH OLj€HKAa UHAUBULY-
aszibHOrO re”Hetrudeckoro pucka (GRS) ocymect-
BJISIJIaCh C UCIOJIb30BAHUEM MHOKECTBEHHOTO
JIOTUCTUYECKOTO PErpeCCHOHHOIO aHANN3a: MU~
HUAMAJIbHBIN KO3(P(UIUEHT, 1711 KOTOPOTO 6blya
BBISIBJIEHA CTATMCTUYECKU 3HAYMMasi aCCOLMALIUS
C PUCKOM IaTOJIOTUYECKUX KOCTHBIX [1€PEJIOMOB
(n1s1 152234693 T/T oH coctasui 1,24), 6511 IPUHAT

FEHETUYECKUE MAPKEPBI, BKJTIOMEHHBIE B MOEJ1b OLIEHKN BEPOATHOCTWM KOCTHbIX
MEPE/TOMOB, A TAKXKE KO3OOULMEHTbI TOTMICTUYECKOW PEFTPECCUM
N PACCYUTAHHBIE MO HAM BAJ1J1bl GRS

leH, BapuaHT leHoTUN ,1K:I_3M(t’$l’:::§:; o SR
SETTSEET (95% ON) (6annbi)
COL1A1rs1800012 A/A 3,37 4,1 (1,2-14,4) 0,02 3
COL1A2rs42517 G/G 2,84 3,2 (1,6-6,5) 0,0005 2
VDR rs7975232 A/A 2,36 2,8 (1,6-5,1) 0,00019 2
VDR rs1544410 TT 3,19 4,0 (2,2-7,5) 0,000006 3
VDR rs731236 G/G 2,43 2,8 (1,6-4,8) 0,0001 2
ESR1 rs9340799 G/G -1,45 0,5 (0,3-0,9) 0,03 -1
ESR1 rs2234693 T/T 1,24 1,8 (1,1-3,0) 0,02 1
MTHFR rs1801133 A/A 2,81 3,4 (1,9-5,9) 0,00001 2
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3a 1 6as1, ocrasnbHble KO3(PPULUEHTBI TPOIIOPLIA-
OHAJIbHO NEePEeCYUTaHbl U OKPYIJIEHBI 0 1€JI0TO
3HaueHus: rs1800012 A/A u rs1544410 T/T — no
3 6asna, rs42517 G /G, rs7975232 A /A, 731236 G/G
u rs1801133 A/A — no 2 6anna, rs9340799 A/G
n G/G no «-1» 6anmny.

[IpoBeneHHas anpobauys pa3paboTaHHON MOJEIN
110Ka3aJia, YTo NPU 3HAYEHUU PUCKA KOCTHBIX I1e-
PEeIOMOB 5 6aJIJIOB U BBIIIE YMCJIO JIUL, C KOCTHBIMU
NepesioMaMy IPEBBIIAET KOJIMYECTBO TAKOBLIX 6€3
NepEeJIOMOB, a IpU 8 6ajylax U BbIlIE JINLL 6€3 Te-
PEeJIOMOB NPAKTUYECKM He BCcTpedaercs. Ha oc-
HOBaHMM 3TOTO T10KAa3aTeb B3BEIEHHOIO PUCKa
710 4 6aJ1710B BKJIIOYUTEJILHO ITPUHAT 33 OOLIETIONY -
JIILMOHHBIN (TaKoil pucCK BkIovaeT 95 % sui 6e3
NepeJioMOB), OT 5 110 7 6aJJIOB — MOBBIIIEHHBIN, 8
1 60Jiee 6aJITI0B — BEICOKHUI.

Pa3zpa6oTaHHas B paMKax HACTOSIIETO UCCIe0Ba~
HUSI MOZeJIb TTIPOTHO3UPOBAHMS B3BEUIEHHOTO pU-
CKa MATOJIOTUYECKUX KOCTHBIX TIEPEJIOMOB IMEET
OY€Hb XOPOUIYI0 TUATHOCTUYECKYIO U IPOTHOCTU-
4eckylo eHHocTb, AUC = 0,81 (95 % 1M 0,75-0,88).
Mogesnb Takke XxapaKTepus3yeTcsl BLICOKON 4yB-
cTBUTeNbHOCTBIO (90,7 %), cpenHel ceuuduy-
HOCTBIO (66,7 %) 1 xopo1iei ToUHOCTbIO (77,5 %).
CpenHsis cienupUUHOCTb CBUIETENBLCTBYET O TOM,
YTO MOJIeJIb MOXET OBITh JOPAGOTaHA C TOMOIIBIO
IPYTrUX FeHeTU4YeCKUX UM KIMHAYeCKUX I10Ka3a-
TeJlel, BKIo4as anroputm FRAX.

[To pesysnbTaTaM NPOBEAEHHBIX UCCJIENOBAHUN
pa3paboTaH aJITOPUTM BBISIBIE€HUS BEPOSTHOCTU
Pas3BUTHS OCTEOIIOPO3a U NATOJOTMYECKUX Iepe-
JIOMOB, BKJIIOYAIOUIUH MSITh OCHOBHBIX 3TAIOB:

1. OueHka aHTPOIIOMETPUYECKHUX [10KA3ATEIEN,
IAaHHBIX OOBEKTUBHOTO OOCIENOBaHMsI C UC-
[10JIb30BAaHMEM MHCTPYMEHTA AJI OLLEHKHU
BEPOSITHOCTU NepesioMoB FRAX®.

2. OuLeHKa pe3yJbTaTOB PEHTIEHOJIOTUYECKUX
METO/IOB UCCJIEJOBAHNSI.

3. OueHka J1a60paTOPHBIX IIOKa3aTeseH.

4. OnpepneneHue reHETUYECKUX MapKepoOB
IIPEJPaCIIOIOKEHHOCTU K Pa3BUTHUIO OCTE-
0II0pO3a 1 NaTOJIOTUYECKUX MIEPETIOMOB.

5. VHTeprperaiys pe3yJbTaTOB MOJIEKYJISIPHO-
reHeTUYeCKOTO TECTUPOBAHUSI.

6. TIpoBeseHNEe KOMILJIEKCHOU OLIEHKU KIIVMHU-
YeCKUX, JIabOPATOPHBIX AAHHBIX, PE3yJabTa-
TOB PEHTI'€HOBCKOH IEHCUTOMETPUUN U MOP-
domeTpun, MONIEKYISIPHO-TEHETUYECKUX
(akTOpPOB BEPOSITHOCTU OCTEONOPO3a U Ma-
TOJIOTUYECKUX MEePEIOMOB C LIeJIbI0 OIpe-
IleJIeHUs TaKTUKYU HAGJMIOLEeHUs U MEpPO-
PUATUH 10 MEIUIIMHCKON TPODUIAKTHKE
U JIEYEHUIO.

PACMPELEJTIEHME YYACTHUKOB MPEOBAPUTENIbHBIX KNTMHUYECKUX MCCITIEQOBAHUM
B 3SABUCMMOCTW OT YPOBHA TEEHETUYECKOIO PUCKA (GRS) KOCTHbIX NMEPE/TOMOB

FeHeTuueckui puck (GRS):

e < 4 6an10B — HU3KasA BEPOATHOCTb;
e 5-7 6annoB — NoBbllEHHaA BEPOATHOCTb;
e 8+ 6ann0B — BbICOKasA BEPOSATHOCTb.

m be3 nepenomos C nepenomamu

OR=8,3, p<0,0001

180 —
160 —
140 —
120 —
100 —
80 —
60 —
40 —
20 — |
| B N
< 0* 1 2 3 4

5

6 7 8 9 10 11

GRS, 6annbl
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1.0 - CyTb TEXHOJIOTHH

< [IpoBefieHrEe TECTUPOBAHUS 110 UHMDOPMATHUBHBIM
© 08— reHeTUYeCKUM MapKepaM B KOMILIEKCE C KIIMHU-
o YeCKUMU U J1a60PaTOPHO-UHCTPYMEHTAIbHBIMU
E= MOKA3aTEJISIMU MTO3BOJIUT OLIEHUTh UHAVBULYaIIb-
8 0,6 HYIO BEPOSITHOCTb Pa3BUTHS TSKEJIOIO OCTEOIO-
) pO3a 1/WIN KOCTHBIX IEPETIOMOB U TIPOBECTU CBO-
= 0.4 eBpeMeHHbIe TPODUIAKTUYECKIE MEPOTIPUSITHSL.
o [IpuMeHeHUEe TaHHOW TEXHOJIOTUU MMO3BOJISAET:
2
B
@ -
S 0.2 * OLIEHUTh MHUBU/YAJIbHBII PUCK PA3BUTHUS
o AUC (95% CI) = 0,81 (0,75-0,88) TSDKEJIOTO OCTEOIIOPO3a,

0 4= . . . . —] * MIOBBICUTh TOYHOCTh PAHHEN IUATHOCTHKH,

00 02 04 06 08 10|

1—Speciﬁcity (False positive rate) ¢ OIITUMU3NPOBATL JIECYEHNE MMAIINEHTOB,

¢ MMHVMU3NPOBATH BbIXOJ Ha UHBAJIMIHOCTD,

00ecIieYnuTb BO3MOKHOCTb DKOHOMUU rocy-

OLI,eHKa MPOrHOCTNYECKOUM LEHHOCTUN IlApCTBEHHBIX CPEJICTB,

pa3paboTaHHOM MOAE/NN OLLEHKM B3BELUEHHOI0

MHOVUBMAOYAIbHOIO PUCKa KOCTHbIX MepesioMoB IoOUTbCS IIporpecca B 60pb6e € aToJIoTu-
c noMowbto ROC-KpurBOI € pacyeToM niowagm YEeCKUMMU IEPEJIOMAMU U UHBAJIMIN3UPYIO-
nopn kpueoi (AUC). MMM OCJIOKHEHUSIMU 3200J1€BaHUI.

AJTTOPUTM BbIABJIEHNA BEPOATHOCTU PA3BUTUNA OCTEOIOPO3A
N MATOJTIOTMYECKUX MEPE/TOMOB
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Crapus pa3pabOTKu MIPOEKTa: BICOKasl. B HacTos-
U MOMEHT pa3paboTka npuMeHsieTcs B Pecry-
0JINKAaHCKOM L€HTPE T€HOMHBIX OMOTEXHOJIOTUN
HAH benapycu 1j1s okazaHusl yCIIYT HACEJIEHUIO
10 TEHETUYECKOMY TeCTMpOBaHuIo. [1o pesynbra-
TaM Hay4YHOW [ eATEJIbHOCTHU KOJIJIEKTUBA pa3pa-
OOTaHHBIN METO/ BHEJIPEH B KJIMHUYECKYIO MTPaK-
TUKY MMHCKOTO TOpOZ,CKOr0 LIEHTPa OCTEOIIOPO3a
1 60J1e3HeN KOCTHO-MBIIIeYHO! cuctemsl [lepBoi
rOpOJCKOil KIIMHUYECKO! O0JIbHULIBL U B PaboTy
BeslopyccKoro rocyiapCTBEHHOTO MEOULIMHCKOTO
YHUBEPCUTETA, MOJIYYEHO YLOCTOBEPEHUE HA Pa-
LMOHaNU3aTopckoe npepyoxenue beaMAIIO.

Heo6xoammblie J0paGOTKH ONBITHOTO 00pa3na

Pa3paboTKa MyJIbTUILIEKCHOM TeCT-CUCTEMbI aHAJIH3a
reHeT4eCKUX MapKepOB JJ1s1 yCKOPEHUSI U yieleBie-
HYISI 9Tara reHeTMYeCKOro TeCTUPOBAHMSL.

I'Ipeumyu;ecma H YHHKaJIbHOCTb

Cosnanue 3¢ddEeKTUBHBIX aArOPUTMOB Ompene-
JIEHMSI CYMMApHOIO PYCKA MaTOJIOTUU PACIIUPUT
[10Ka3aHMs K IPUMEHEHUIO MHHOBALIOHHBIX TEX~
HOJIOTUM B MEJULMHE, TIO3BOJIUT I10JIy4aTh UH-
IUBUOYyaJbHblE, MAKCUMAJIbHO PEaJMCTUYHbIE
IAHHBIE IJIS1 BBISIBJIEHUS BBICOKOV BEPOSITHOCTU
Pa3BUTHUS OCTEONOPO3a, YTO AOCTUTAETCS BKIIIO-
YEHUEM B MOJIE€JIb pacyeTa PUCKa, B TOM YUCJIE re-
HETUYECKUX TTOKazaTesiell, 061amaloux BhICO-
KOM IPOTHOCTUYECKON 3HAYMMOCTBIO. B oTiinume
OT IPYIUX NpenjaraéMblXx METOIUK 10 T€HETUYE-
CKOMY TECTHMPOBAHUIO pa3pabOTaHHbIN METO, yur-
ThIBA€T VHIUBUIYaJIbHbBIN BKJIA, K&KIOrO MapKepa
B OOIIYIO0 BEPOSITHOCTh KOCTHBIX IIEPEJIOMOB.

MeroauyecKkue peKoOMeHIaIH 110 HOBOM MeHITHH-
CKOH T€XHOJIOTHH

Ha ocHOBaHMM BBITIOJTHEHHBIX MCCJIENOBAaHUM B MU~
HUCTepCTBe 3[paBooxpaHeHus Pecnybiuku bena-
PYCh YTBEPXKIEHA MHCTPYKLMS 10 IIPUMEHEHUIO
«MeTo[ BbISIBJIEHUS BEPOSTHOCTU PAa3BUTHS OCTEO-
[1I0pP03a C MaTOJIOTMYECKUMU IIEPEJIOMAMI», aBTOPBL:
I.M.H., ipopeccop Pynenko . B., k.6.H., jouieHT Mopo-
3uk[L. M., KM.H., 1oLeHT PyneHko E. B., K M.H. Camoxo-
Be1] O.10., Koben E. B. Per. N2 118-1021, nata yTBepxrue-
Hus 08.12.2021.

OGJ1acTH IPHMEHEHHST

311paBooxpaHeHI/Ie, INNEPCOHAIM3NPOBAHHAA MENWIIVIHA.

(2]

1. MeTogunyeckue pekomMeHpgaumu

no pa3paboTaHHOW MegUUMHCKON TEXHOOTUU
«MeTop, BbISiBNIeHWS BEPOSTHOCTU Pa3BUTUSA
0CTeornopo3a C NaTosIorM4YeckMMm nepesioMamm
(MHCTPYKUMSA MO NPUMEHEHUIO)».

2. YpocToBepeHue Ha paumoHann3aTopckoe
npeanoxkeHue «AnropuTm ANarHoCTUKM
Hac/ieACTBEHHOM NPeapacrnosioXXeHHOCTH

K Pa3BUTUIO TAXKEJIOro OCTEONopo3an.
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FEHHAS CETb, BOBJ/IEYEHHASA B METAEOJI3M KOCTHOM TKAHW,
BK/THOYEHHAA B NCCJTEOOBAHME (TEHbI BEJTKOB KOCTHOIO MATPUKCA,
F'EHbI, KOOMPYIOLLIME PEITYTATOPHbBLIE MOJ1EKY/J1bI, FTEHbI TOPMOHOB U
FOPMOHAJIbHbIX PELLEMNTOPOB U N'EHbl ®OJIATHOIO LIMKJIA)

TNFSF11

MTR

WNT4
COL1A1
COLlAZ‘CO L5A1

COLEC10

TNFRSF11B

Lo

VDR

LleneBbIe MOTPEOHTEITH

Mertop npeiHa3HAYEH M1 Bpaye-TEHETUKOB, Bpa4yei-
repuaTpoB, Bpauel oO1el IPaKTUKY, Bpadel 110 Me-
IULIMHCKOY IIPO(PUIIAKTHKE, Bpayeli-peabnTOIIOTOB,
Bpa4yen-peBMATOJIOrOB, Bpaye-TPaBMaTOJIOrOB-
OpTOIIEZIOB, BPauye€n-3HOOKPUHOJIOTOB U JPYIUX
Bpayer-ClIeLMaIVCTOB OPraHM3aLyi 3paBOOXpaHe-
HUS, OKa3bIBAIOIIMX MEIULIMHCKYIO [TOMOIIb MaleH-
TaMm C OCTEOIIOPO30M B CTAllMOHAPHBIX U aMOYJIaToOp-
HBIX YCJIOBUSIX.

OcHOBHbI€ IyOJIHKAITHH

Ko71eKTMBOM aBTOPOB OITyGJIMKOBAaHO 7 HAyYHbIX CTa-
Tl 110 TEME UCCIIEJOBAHMS, B TOM YMCIIE 3 B )KypHAJIax

COL1A1

PTH

IL6

TNFRSF11B

COLEC10

PRL

niepBoro kBapTwis (Q1) MeXXIyHapOaHOM 6a3bl JAHHBIX
Scopus 1 WOS (Frontiers in Endocrinology, PLOS One,
Nutrients).

HPCILIIOJIaI‘aeMLIﬁ HHTEPEC OJ1s1 BHEAPEHHS.

ITpu BHE[IpeHNM B TPAHCIISILIMOHHYIO, TIEPCOHATI3UPO-
BAHHYIO 1 IPOPIIAKTIYECKYIO MEIULIHY pa3paboTKa
TI03BOJINT BBIITY HAa HOBbIE TEXHOJIOTMYECKHE ITOMIXO/IbI
K MPOQUIIAKTHKE U JIEYEHUIO0 KOCTHO-MBILIEYHO! Ta-
TOJIOTMU B YCJIOBUSIX PEBMATOJIOTMYECKUX U TPaBMa-
TOJIOTMYECKUX OT/IEJIEHUI PeCcIyOIMKaHCKUX 1 4acT-
HBIX MEIMLIMHCKYX YYPEXXIEHU, HAyYHbIX NUHCTUTYTOB,
MEIMLHCKIX YHUBEPCUTETOB, YTO BEJIET K CHIDKEHHIO
MeIMKO-COLIMAJIbHOM HArpysKy U 3aTpaT Ha JieueHne
1 peabunTalMIO NALKMEHTOB C 0CTeonopo3om M

BEPHYTBCA K COOEPXAHNIO
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OAPMAKOINEHETUMECKUA
noaxon B OLLEHKE PUCKA

NEKAPCTBEHHBIX OC/TOMHEHNM
MNP TEPATTN LLUM3OOPEHNI

[ocynapcTBeHHOE Hay4yHoe
yupexxkgeHue «IHCTUTYT reHeTUKuU
n umtonorum HAH Benapycu»

yn. ®paHuymcka CkopuHbl, 34,

r. MuHck, Benapycb, 220141

OaBbigpeHko Oner Neopruesuny

rMaBHbIN HAaYYHbIA COTPYAHUK, LOKTOP 6MOMOrMYECcKNX Hayk,
uyneH-koppecnoHaeHT HAH Benapycu

cytoplasmic@mail.ru

FonoeHko MHecca MuxaitnoBHa
BeLYLLMIA HayYHbIX COTPYOHWK, KAHAMAAT 6MONOrMYEeCcKMX HayK

CuHsiBckas MapuHa leopruesHa
3aBefytolLan nabopaTopuren HEXPOMOCOMHOM
HacnegcrBeHHOCTU, KaHaunaaT 61oNornyecKknx HayK

JleBpaHckuit Oner OMuTtpueBuy
CTapLMii Hay4YHbIi COTPYAHMK, KAHANAAT 6MONOrMYECcKUX HayK

KoHppaTeHko AHHa CepreeBHa
MNagWmii HayYHbIA COTPYLHUK

Benopycckuii rocynapcTBeHHbIN
MeANUMHCKUIA YHUBEPCUTET,
npocnekT [3ep>unHckoro, 83,

r. MuHck, Benapycsb, 220116

O6benkoB Buktop Neopruesuy
BeAYLUMI HayYHbI COTPYOHUK,
KaHAMAAT MeAMLMHCKNX HayK, AOLEeHT
obyedkovvg@gmail.com

lopryH Oner BuktopoBuu
Hay4HbIi COTPYAHUK
oleggorgun@gmail.com

lopryH Oner Buktoposuuy,
Hay4YHbIA COTPYOHUK

lonoeHko NHecca MunxannoBHa,
BeAYLLMA HAYYHbI COTPYOHMK,
KaHauaaT 6MoNornyeckmMx Hayk

O61benkoB BukTop lNeopruesuy,
BeOYLLMNA HAYYHbI COTPYOHMK,
KaHOauaaT MeEOULIMHCKUI HayK,
DOLEHT

[IpenyKums SKCTpaMpaMUIHbIX OCJIOKHEHUH Tepa-
1Y QaHTUTICUXOTUKAMU C YYETOM MHIOVBUAYAJIbHBIX
OCOOEHHOCTE NallEHTA B LIeJISIX [IOBBILIEHUS Kaye-
CTBa €ro XU3HU U COLIMaJIbHOM ajanTtanuu. Ha oc-
HoBaHuY JIHK-MapKepoB ITPOBOAMTCS OIpEEIEHNE
0COOEHHOCTEN MeTaboaM3Ma NauyeHTa ¢ musodpe-
HUEH, YTO SIBJISIETCS OTIIPABHOM TOYKOMH 17151 1T0A00pa
JIEKAPCTBEHHOTO IIPernapara ¥ CHUKEHUST BO3MOXK-
HBIX JIEKAPCTBEHHO-MHYLIMPOBAHHBIX HAPYILEHNUI.


https://igc.by/ru/main-ru/
https://www.bsmu.by/

OcyuecTBisgemas KOJJIEKTUBOM YY€HBIX MHCTU-
TyTa reHeTvku u nuronoruu HAH benapycu u be-
JIOPYCCKOT'O rOCyJapCTBEHHOIO MENULUMHCKOTO
YHUBEPCUTETA IIPOrpaMMa UCCIEN0BaHUI HallpaB-
JIeHa Ha co3ganue papMaKOreHeTU4EeCKOM NaHen
MOJIEKYJISIPHBIX MapPKEPOB, TIO3BOJISIIOIINX Aupde-
PEHLMPOBAHHO OCYIIECTBIIATD MPESUKINIO TAKHUX
OCTPBbIX JIEKAPCTBEHHO-MHAYLIVPOBAHHBIX 9KCTPa-
[MMPaMUIHBIX OCJIOKHEHUH, KaK IMapKUHCOHU3M
Y aKaTu3usl, AJ1g IEPCOHAIU3UPOBAHHOIO BbIOOPA
JIEKAPCTBEHHOM aHTUIICUXOTUYECKOM TepaInu.

B pesysbTaTe uccael0BaHUI Ha OCHOBe (apma-
KOT€HEeTHUYEeCKOU NuaTPopMbl OblJ1 pa3zpaboTaH
CI10C00, O3BOJISIIOIINI BBISIBJISATh Haubosee pac-
MPOCTPaHEHHbIE IJis €eBPOIENCKOTO HaCeJIeHUs
reHeTu4eckre MapKephl PUCKa aKaTU3UU U Iap-
KruHCcoHn3Ma. OCHOBaHHbBINM HAa COBPEMEHHBIX U 0~

BEVOMEONLIMHA N ®DAPMAKOJIOIMA

CTYIIHBIX MOJIEKYJISPHO-TEHETUYECKUX METO/aX,
pa3paboTaHHBIil KOJJIEKTHBOM MOJXO]], TI03BOJISIET
OCYILIECTBJIATh HEOOXOANMBII YPOBEHb IIPOTHO3a
BO3HMKHOBEHUSI JIEKAPCTBEHHO-H Y LIPOBAHHBIX
OCJIO)KHEHUH, KOTOPbIE IO CUX IIOP, HECMOTPS Ha
IIMPOKOE TIPUMEeHEeHNe Npu JedyeHuu musodpe-
HUU aTUNUYHBIX AaHTUTICUXOTUKOB, SIBJISIIOTCS OC-
HOBHBIM (pPaKTOPOM OTKa3a MalueHTOB OT MpUeMa
TICUXOTPOIIHbIX JIEKAPCTB.

[IpoBOAMMBIE B HACTOSIIIEE BPEMSI MOJIEKYJISIPHO-
reHeTUYeCKUe, KIIMHUKO-HEeNPOIICUX0JIOTNYeCKre
U [ICUXO(PU3NOJIOTUYECKUAE UCCIEN0BAHUS TIOKA~
3aJ11 BO3MOXKHOCTB (P depeHLInpOBaHUs IO FeHe-
TUYECKUM U KIMHUYECKAM MapKEPHBIM IPOPUIISIM
IBYX BUT,0B OCJIOKHEHMH, OCTPBIX JIEKAPCTBEHHBIX
aKaTU3VUU Y NAaPKUHCOHU3MA, Y NOATBEPIUINA OT-
JleJIbHblE [IATOTEHETUYECKUE MEXaHU3MB, JieXKallye

MAPKEPbI KTTMHUYECKOW ONATHOCTUKU Y DAPMAKOIMEHETUYECKOIO TECTUPOBAHMUA
ONA NMPEOYNPEXOEHUA N TEMEHNA AHTUTNICUXOTUK-MHOYUMPOBAHHbBIX
3KCTPAMUPAMUOHLIX PACCTPOVCTB

MonekynapHble

AkaTunsusa
GSTM1(del)
GSTT1(del)

/

MNMapKNHCOHU3M
A2/A2 DRD2
A/G CYP2D6

T/T MDR1

\

KnunHuko-cuMmnToMaTuveckue —> HenpoKorHnTMBHbIE

AkaTunsusa NMapKNUHCOHU3M
TpeBora, genpeccus, BbipakeHHas
adhpexkTnBHan HeraTuBHas
NnabunbHOCTb, TPYAHOCTb CMMMTOMaTUKa,
3aAePXKKM MOTOpHas
rpatTuduKaumu, 3aTOPMOXXEHHOCTb

ocnabneHne KoHTpoA
VNMMYIbCUBHOCTU, OTKa3
OT COTPYAHNYECTBA,
aKTUBHas coumanbHas
OTCTPaHEHHOCTb
1 arpeccuBHoe
nosefeHne

1 BOMIEBbIE HAPYLLEHUs!

AkaTunsusa NMapKNHCOHU3M
HapyweHne HenpopnHammyeckne
«ueneHanpaBieHHOCTU» HapyLUeHus

1 YCTOMYMBOCTM
MbIC/IUTENBHbBIX
NMpoLEeccoB (HapyLueHue
YCTOMNYMBOCTM aKTUBHOMO
BHMMaHUS, CHXKEHNE
o6bemMa BepbHasibHOM
KPaTKOCPOYHOM MamaTu,
cnabasa aBToMaTU3aLus,
BblCOKasl OTB/IEKAaEMOCTb

(3chcheKTUBHOCTb PaboTbl
1 cTeneHb
BpabaTbiBaeMocCTy);
CHU>KeHMe
6uonornyeckonm
AKTUBHOCTYU
onpepeneHHbIX OToe/0B
roJIOBHOMO MO3ra
(CHU>KEHHbBIV 06EMOM
3pUTENBHOM
KPaTKOCPOYHOM NamaTu,
HapyLlueHne paboyei
NaMsITU, >XECTKUN
KOTHUTUBHbIV KOHTPOIb,
0b6cTOATENbHOCTD
MbILLSIEHUS

25



26

HAYKA U TEXHOJIOFMU CUBUPU | N2 4 (7)

B MX OCHOBE. MOJIEKYJIIPHO-TEHETUUECKMMU Map-
KEpaMU PHUCKa JIEKAPCTBEHHO-UHIYLMPOBAaHHOMN
aKaTU3UU SBJISIOTCS JeJIElUU B reHaX pepMeH-
TOB IyTaTuoH-S-TpaHcdepas GST-M1, GST-T1
CUCTEMBI IETOKCUKALIMM KCEHOOUOTUKOB, BCTPE-
yalecs cpeny xxurenen berapycu ¢ yactoromn
42,2 % un 21,6 %. MO€eKyIIpHO-TEHETUYECKUMU
MapKepaMy PUCKa JIEKapCTBEHHO-UHAYLUPOBaH-
HOT'O NapKMHCOHU3MA SIBJISIIOTCSI T€HOTUII A2A2
nonumop@dHoro snokyca TaqlA (rs1800497) reHa
DRD2 /ANKK1 nodpaMrHOBOTO penentopa BTOPOro
TUIA, aJiiesb A U reHoTun A /G nosuMop@HOro J0-
kyca CYP2D6*4 rena pepmeHTa nuroxpoma P 450,
reHotun T/T noaumop¢Horo yokyca rs1045642
(C3435T) rena P-rnukonporenHa MDRL

JI7151 OLLEHKM CTEN€HU F€HETUYECKU OOYCIIOBJIEH-
HOTO pUCKA JAHHBIX BUL0B OCJIO)KHEHU TIPU aH-
TUIICUXOTAYECKOHN Tepanuu mu3oppeHnm ycTa-
HOBJIEHBI YaCTOThI BCTPEYAEMOCTH B [IOMYJISILMA
6€710pyCOB MapKEPHBIX NOJUMOPQPHBIX JIOKYCOB,
cocrasisomue 17151 reHoruna A2 /A2 sokyca TaqlA
(rs1800497) rena DRD2/ANKK1 65,9 %; nns an-
nens A nrenotuna A /G nokyca CYP2D6*4 22,9 %
u 32,1 %; nns renoruna T/T smokyca rs1045642
(C3435T) rera MDR1 29,5 %.

BrisBiieHHbI€ BriepBble coBMecTHO ¢ HUY I'YO BIMY
MOJIEKYJISIDHBIE, KIMHAKO-CUMIITOMAaTU4Y€CKME
Y HEMPOKOTHUTUBHBIE MapKePbI IIO3BOJILIOT [IPOBE-
IleHUe KJIVMHUYECKON TUarHOCTUKU U (papMakore-
HETUYECKOTO TECTUPOBAHNUS 17151 IPEAYIIPEKIECHUS
Y JIEYEHUS aHTUIICUXOTUK-UHAYLMPOBAHHBIX 9KC-
TpanvpaMUIHbIX PACCTPOMCTB Y JKUTeseN beapycu
C L€J1bI0 NMOBbIEeHNS 3 PEKTUBHOCTU NALUEHT-
OPUEHTHUPOBAHHON Tepanuu B ICUXUATPUU (pU-
CyHOK 1). B pamkax nmpoekra co3zaHa 6a3a JaHHbIX
T€HETUYECKOro MOJUMOP(PU3Ma 60JIbHBIX MIN30-
(ppeHren ¢ aHTUIICUXOTUK-MHAYLIMPOBAHHBIMU JKC-
TpanupaMuaHbIMU ocokHeHnsIMU (N2 1341816971 ot
20.11.2018), koTOpasi, HECOMHEHHO, OyIET MPEACTaB-
JIATb MHTEPEC [JIs CIIELAAINCTOB.

I'IpenmymeCTBa H YHHKaJIbHOCTDb

JlaHHas pa3paboTka pemaeT NpobdjemMy IPOTrHO-
3UPOBaHUS BOBHUKHOBEHUS OCTPbIX DKCTpaINupa-
MUJIHBIX PACCTPOMCTB MPU Tepanuu mu3oPppeHnn
JIeKapCTBEHHBIMU CPEACTBAMU U3 IPYNIIbI aHTU-
MICUXOTHKOB U TAKUM 0OPA30M I103BOJIUT YIIyYLINATh
KayeCcTBO Y CHU3UTh 3aTPaThl HA JiedeHre TaljueH-
TOB C LIN30(PPEHUEN.

HpaKTI/I‘{eCKaH 3HAYMMOCTb pa6OTbI 3aKJII04Ya€eTCAd
B IIEPCIIEKTUBE 00Jie€ TOYHOTO AJpE€CHOTO NMMpuMe-
HEHNA aJITOPUTMOB KJIMHUYECKOTO ITPOTOKOJIA OKa-

PerucrtpaumoHHoe cBnaeTenbCcTBo Ha basy
OaHHbIX O FeHETUYECKOM MosiMMopdmamMe
NIOKYCOB HeMpoMeTabonnsMa 1 OeTOKCUKaLUm
Y NUL, C aHTUNCUXOTUK—MHAYLIMPOBAHHbIMU
3KCTPanMpamMuUaHbIMU OCNTOXKHEHUSAMN

3aHUI MC,ELI/IU,I/IHCKOI/UI IMoMomy rnmaigueHTam C 1Cmu-
XNYECKMMU U ITOBEINEHYECKMMU paCCTpOfICTBaMI/I.

[To JaHHBIM HUCCJI€IOBAHMS MTOJIaH M IPUHSAT Ha-
TEHT Ha usobperenue (N2 23243 ot 20.10.2020,
Pecny6auka Benapycs).

KonTeker

[IpumeHeHne (apMaKOT€HETUKU B ICUXUATPUHU
CErofiHsl OY€Hb aKTyaJIbHO U MMEET OOJIbIINE NIEP-
crnexktuBbl. Co31aHNE U BHEAPEHUE B KIMHUYE-
CKYIO NIPAKTUKY HEMPOJENTUYECKUX [IPEeNapaToB
(aHTUIICMXOTUKOB) B cepeinHe XX CTOJIETUSI CTAJIO
HACTOSIEN PEBOJIIOLUEN B ICUXUATPUM U IICU-
xodapMakosoruu. Brepssie cTano BO3MOXXHBIM
pa3paboTaTh IPUMHLMIIBL U METOAbI PAllMOHAIbLHOM
(papmaxkoTepanuu MWU30PPEHUN U IPYTrux Gopm
MICUXMYECKOH NaTOJIOTUN.

HecmoTps Ha 3TO, Tepanus 3HaYUTENbHON 10U
6OJIbHBIX CETONIHS COMPSPKEHA KakK C Pa3uYHbIMU
M0604YHbIMU 3P PEKTaMU, TaK U C OTCYTCTBUEM OT-



BETA Ha HCI0JIb3yEMOE JIEKADCTBEHHOE CPELCTBO.
[lokazaresp Pe3UCTEHTHOCTY K IIPOBOJAUMOMY Jie-
YEHUIO HEMPOJIENITUKAMM, 110 PA3JIMYHBIM JAHHBIM,
cocrasisieT 30-40 %. OTgesnbHble NIpenaparkl Bbl-
3BIBAIOT PA3BUTHE PSiA CEPbE3HBIX TOOOUHBIX (-
(PeKTOB, OTPULATEJIbHBIE N1OCJECTBUS KOTOPBIX
BO MHOT'MX CJIy4asX CYLIECTBEHHO I1€PEBEMNBAIOT
UX TOJIOXKUTEJIbHOE KJIMHAYECKOE AEHCTBUE (IKC-
TpanupamujHble TOOOYHbIE 3P QPEKTHI, 3710KaUe-
CTBEHHLII HEVPOJIENTUYECKUN CUHIPOM, KapIauo-
TOKCUYHOCTb U [JIP.).

BMOMEOVNUMHA N ®DAPMAKOIOTUA

Takum o6pasom, ceronHs 6€30MaCHOCTb IICUXO-
(papmakoTepanum 3a4acTylo sIBJsIeTCsl 60Jiee 3Ha-
YUMOM U aKTyaJIbHOMU, yeM ee 3(PPEKTUBHOCTbD,
a npuMeHeHue HpapmMakOreHETUYECKOTO FEHOTUTI -
POBaHMUS B PsJie CIy4yaeB — HEOOXOIUMBIM YCJIO-
BUEM YCIIEIHOM Tepanuu. [Togxo, rpeajaraemblil
B BBIIIEONMCAHHON pa3paboTKe, SBJSIETCS M09~
TOMY aKTyaJbHBIM U BOCTPe€60OBaHHBIM. OH CIIO-
COOCTBYET IOBBIIIEHNIO 3(PPEKTUBHOCTU OTBETA
Ha Tepanuio, COKPAllEHMIO IEpUoLa U CPEeACTB ro-
cnuranusanyny i

CoTpyaHuKM nabopatopun HexpoMocoMHol HacneacTeeHHocTn NIMTul, HAH Benapycu, 3aHnMatoLmnecs

MOJIEKYNISIPHOW FreHETUKOM YenoBeKa.
HwxHuii pag (cnpaBa HaneBo):

lonoeHko M. M. — BefyLLMin Hay4HbIN COTPYAHUK, KAHANOAT OMOIOMMYECKUX HaYK;
Oanunenko H. . — goueHT, raBHbIM Hay4YHbIM COTPYAHWK, KAaHANAAT BMONOrMUYECKNX HayK;
CuHasckaa M. . — 3aBenytoLmin nabopaTopuein, KaHaMOaT BUONOrMYECKMX HaYK;

AnekcaHgposuy B. B. — MaructpaHrT;
MBaHoea A. C. — acnnpaHT.
BepxHuit pap;

HaebigeHko O. . — uneH-koppecnoHaeHT HAH Benapycu, npodeccop, rmaBHbIi Hay4YHbI COTPYAHUK;
JleBpaHckuii O. [. — cTaplinii Hay4Hbl COTPYOHMK, KaHOMAAT OMONOrMYECKUX HaYK,;

LLlaTtapHoB O. . — Hay4HbIN COTPYOHUK;
3anueB H. K. — MnagLwmni HayYHbIn COTPYOHUK.
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PA3SPABOTKA CINOCOBA
KO/IMMECTBEHHOU OLLEHKMA

FEHETUYECKOW MNPEOPACMOJTIOXKEHHOCTU
K PA3BUTUIO MOJTUTEHHBLIX MATOIOM NI

[ocynapcTBEeHHOE HayyHoe
yupexkgeHue MIHCTUTYT reHeTuUKmn
1 yntonornm HaunoHanbHom
akageMum Hayk benapycu

yn. AkageMudeckas, 27,

r. MuHck, benapycb, 220072

Moccs UpMma BopucoBHa

rMaBHbIA HAaYyYHbI COTPYAHMK N1abopaTopUmn reHeTUKN
yenoseKa, AOKTOP BUONOrMYecKnx Hayk, npodeccop
Ten. +375-17-284-26-91, imosse@igc.by

Cepnap Hukuta lNeHHapgbeBUY
Hay4HbI COTPYLHMK NabopaTopun reHeTUKM YeroBeKa
Ten. +375-295-21-96-74, n.osennij@gmail.com

CyTb MeTOZa 3aKJI04aeTcsa B BO3MOKHOCTHU KO-
JIMYECTBEHHO ONPENEJUTh PUCK Pa3BUTUS Pa3-
JIMYHBIX TTOJIUTE€HHBIX 3a00JieBaHuil. Peanusanys
METOJa IIPeCTaBsIeT COOON ONpeeseHue B re-
HOTUIIE TTaljMeHTa HaJIN4Msl OJUMOPQHBIX Bapu-
QHTOB I'€HOB, ACCOLIMMPOBAHHBIX C PUCKOM pas-
BUTHS KOHKPETHOM I1aTOJIOTUH, U TIOCTIEAYIOLYIO
KOJINYECTBEHHYIO OLI€HKY PMCKA: K&KIbIN ajljlesib-
HbII BApUAHT I'eHa B OTAEJbHOCTU U B KOMILJIEKCAaX
TF€HOB PUCKa OLIEHUBAETCS OIpeneIEHHBIM KOJIN-
4eCTBOM 0aJIJIOB COIJIaCHO KO3 PULIMEHTY PUCKA,
a IIOJIyYE€HHAasl CyMMa 3TUX 0aJlJIOB CPAaBHUBAETCS
C aHAJIOTUYHOM CYMMOH 0aJjijioB B KOHTPOJIBHOM
rpymae. [lony4eHHoe B pe3yJbTaTe 3HaY€HUeE I10-
Ka3bIBAET, BO CKOJILKO Pa3 YBEJINYEH PUCK Pa3BU-
THSI TAHHOTO 3a60JIEBaHMS.

Crioco6 o11eHKY FeHEeTUYECKO! MTPeipacionosKeH-
HOCTHM ObLJ1 pa3paboTaH HAMU Ha IPUMEpPe pucka
HEBBIHALIMBAHUS 6GepeMeHHOCTU. B nccaenona-
HUU NPUHSIN ydyacTue 2952 KeHIUHbI, Y KOTO-
PbIX OBIIU AUAarHOCTUPOBAHBI [Be U 60Jie€ HEBbI-
HOUIEHHBIX 6EPEMEHHOCTEN, HE UMeIolIe AeTel
(manmee mauueHTKU), 1 646 >KEHIIUH, UMEIOLIUX HE
MEHee [BYX 06JIarornoJyYHO BBIHOLIEHHBIX U POXK-
IEHHBIX meTeil. [y uccaenoBaHus 66171 OTOOpaH

Mocca Upma BopucosHa,
rNaBHbIM Hay4YHbIN
COTPYAHUK nabopaTtopum
reHeTUKU YenoBekKa,
LOKTOP 6MON0OrMYecKmx
HaykK, npodyeccop

31 nonuMop@HLII BapuaHT '€HOB, aCCOLIMUPOBAH-
HBIX C IIpOLieCCaMy 6€PEMEHHOCTH (T€Hbl CUCTEM
reMoCTasa, peryysiiui apTepruaabHOro AaBleHuUs,
aHruoreHesa, MeTabosrsma (poJaToB), IPOBEEHO
reHOTUNMPOBAHNE O0PA3LOB.

YCTaHOBJIEHO, YTO BKJIAJ, OTAEJIbHBIX T€HHBIX Ba-
PUAHTOB PUCKA NOTEPU OGE€PEMEHHOCTU HEBBI-
COK (CTaTUCTUYECKU PEIKO BbIsiBAsieM). [ToaTOMy
NIPEJICTABJISATIO MHTEPEC COMOCTABUTDL KOJIMYECTBO
IIpeAnosaraeMbix aKTOPOB pUCKa B IPyMIIe MNaly-
€HTOK U B KOHTPOJIbHOM TPYIIIE, a TAKKE UCCIIENO0-
BaTh MX B3aUMOJEMCTBUE MEXTY COOO.

MBb! IpoBeix aHaIU3 paclpefesieHns 4acToT re-
HOTUIIOB C Pa3HbIM KOJIMYECTBOM (HaKTOPOB PU-
CKa HeBbIHAIIMBAHUSI 6€PEMEHHOCTU B IPyIIax
cpaBHeHUs. B reHOTuInax nanueHTOK KOJIMYECTBO
($aKTOpOB pUCKa 0Ka3ajoCh 3HAYMMO 6OJblie,
YeM B T€HOTUIIaX KOHTPOJIbHOM rpymel (MaHHa—
Yuthu p = 0,0002).

B rpynme nanueHTOK FeHOTUIIbl C HU3KUM KOJIU-
yecTBOM (akTOpPOB puUcKa (0T 2 [0 5) BCTpeya-
10TCs1 B 25,4 % CJly4aes, a B KOHTPOJILHOM IPyIIIe —
B 47,5 %. OT 6 10 9 $pakTOpOB pUCcKa OGHAPYKEHbI
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B r€HOTHUIIaX I'PYIIbI MALMEHTOK B 65,2 % ciy4aes,
B KOHTDOJIbHOM rpynne — B 49,7 %. Bricokoe KO-
JndecTBo PaxkTopoB pucka (ot 10 go 14) B reHo-
TUIAaX NauueHTOoK BeTpevaercd B 10,3 % ciydaes,
a B KOHTPOJIbHOH I'PYIIIIE TOJIBKO B 2,8 %. MOXKHO
clles1aTh BBIBOJ, YTO 4eM 6OJbllle B TEHOTUIIE ajl-
JIeJIbHBIX BADMAHTOB, ACCOLIMMPOBAHHBIX C Hapy-
HMIEHUSMU TEYEHUS] 6EPEMEHHOCTH, TEM BBIILIE PUCK
HEBBbIHAIIMBAHMSI.

B TO ke BpeMsl [IpY OLIEHKE F€HETUYECKOrO PUCKA
MyJIbTU(HAKTOPHBIX NATOJIOTUN HEOOXOIUMO YUn-
TBIBATh, YTO T€HETUYECKAs IIPEAPACIIONIOKEHHOCTD
3aBMCHUT HE TOJIBKO OT KOJIMYECTBA B FTEHOTUIIE OT-
IeJIbHBIX HEOJIarONPUSITHBIX aJlJIE€JIbHBIX Bapu-
AQHTOB I'€HOB, HO TaKXe OT UX B3aMMOMENCTBUSI.
BkiaJ, KOMIIJIEKCOB T€HOB MOXXET 3HAUYUTEJIBHO
MPEBBIIATh CyMMY BKJIAZIOB OTIEJIbHBIX IIOJIUMOP-
(pu3MOB. B 3T0 CBs131 6bLIN [IPOAHAIN3NPOBAHBI
BCE BO3MO>KHbIE KOMOMHALMY 13 31 reHa 1o napam,
TPUILJIETaM Y KBapTETaM.

C uesplo aBTOMaTU3al MU NPOLecca IIOUCKA NPo-
THOCTAYECKU 3HAYMMBIX KOMIIJIEKCOB OblJIa pa3pa-
6oTaHa clrienyaabHasi KOMIBIOTEPHAs IPOrpaMMa,

BEVOMEONLIMHA N ®DAPMAKOJIOIMA

KOTOpas N03B0Juja 3QPEKTUBHO BISIBJISATh HaW-
6osiee nHOOPMaTUBHBIE coueTaHus reHoB. C no-
MOIIBIO 3TOW NPOTPaMMBbl IPOAHANU3UPOBAHO
3 764 376 KOMILJIEKCOB I'€HOB U BBISIBJIEHO 11 KOM-
IIJIEKCOB ['€HOB PUCKA NOTEPU OGE€PEMEHHOCTHU
C BBICOKOHM CTaTMCTUYECKOHN 3HAYMMOCTBIO. Pa3-
paboTaHHasg NporpaMmma MOXeT UCII0Ib30BaThCsl
IL7Is ToOMCKa MH(POPMATUBHBIX KOMILJIEKCOB pHCKa
Pa3BUTHS He TOJIbKO HEBbIHAMIMBAHUS GEPEMEHHO-
CTH, HO U IPYTUX MYJIbTA(PAKTOPHBIX IATOJIOTUM.

JJ11 KOIM4YEeCTBEHHOM OLIEHKU INIPEAPACIIONOKEH-
HOCTH K Pa3BUTHIO N1aTOJIOTUM PUCK F'OMO3UTOT-
HOTO BapuaHTa OblJ1 YCJIOBHO OLieHeH B 10 6a10B,
a TeTepPO3UrOTHOTO COOTBETCTBEHHO B 5 6aJJIOB.
YpoBeHb pUCKa KOMIIJIEKCOB F€HOB OLl€HUBAJIU
COIJIaCHO PaCCYUTAHHOMY OTHOMIEHUIO IIAHCOB
(OR) — KaXAbl1 KOMILJIEKC OL€HUBANU KOJIAYE-
CTBOM 6assoB corsacHo ero OR.

[Ipu renotunuposanuu o6pasuos JHK BIsaBIIsIN
B K&XJOM U3 HUX €QUHUYHbIE (PAKTOPbI U KOM-
IIJIEKCHI (PAKTOPOB PUCKA U CYMMUPOBAIU GaJLIBbL.
CyMMBbI 6JI7I0B PUCKA, PACCUMTAHHBIX 17151 KK OTO
T€eHOTUIIa, CPABHUBAJIM CO CpeAHeN CyMMOU 6a-

PACIMPEOENEHUE YACTOT FrEHOTUINOB (B %) C PA3HbIM KOJIMMECTBOM OAKTOPOB PUCKA
HEBbIHALUMBAHWA BEPEMEHHOCTW B KOHTPO/1IbHOM MPYIIME U MPYIME MALIMEHTOK
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JIOB, OTIpEJNeJIEHHON TaKUM K€ CII0OCOO0M B KOH-
TPOJILHOM IPYMIIE, YTO NIO3BOJIUJIO KOJIMYECTBEHHO
OIpeeJIsiTh YPOBHU PUCKA Pa3BUTHS NATOJIOTUU
IJIS1 KaXKITOU SKEeHIUHBI.

Crioco6 6b171 anpo6MpPOBaH MPU KOJINYECTBEHHON
OLI€HKE pUCKa Pa3BUTUS MATOJIOTUIN CepAedHO-
COCYJIMCTOM CACTEMBI (MH(papKTa MUOKapaa, (pJie-
6oTpom603a, GUOPMILIALUN IPEACEPAUIN U TPOM-
605M60/IMM JIETOYHOW apTePUU) U MOXKET OBbITh
MCIIOJIb30BaH [1JIs1 ONpeJesIeHNs] TeHETUYeCKOn
NpeJpacioo>)KeHHOCTU K Pa3BUTUIO PA3IMYHbIX
MYJIbTU(AKTOPHBIX ATOJIOTUI.

B ciyyae BBISIBJIEHUS BBICOKOTO PMCKA Pa3BUTHUS
COLIMAJIbHO 3HAYMMBIX I1ATOJIOTUI Ha3HAYaeTCs
NpoQuUIaKTUIYECKUN U /UK JIe4eOHBINA KypC CO-
OTBETCTBYIOILIEN Tepaluu, YTO NO3BOJISIET 3HAUU -
T€JIbHO YMEHBIIUTDb IIPOLIEHT PA3BUTUSI 1ATOJIOTUI
WJI CBOEBPEMEHHO HA4YaTh JICUEHHE.

I'IpenmymeCTBa H YHHKAJIbHOCTDb

B oTsmuune ot pspa IpPyrux CXOKUX paboT mpen-
CTaBJIEHHBIN METOJ, OLIEHUBAET ropasnio GoJbliee
KOJIN4YeCTBO (HaKTOPOB pUCKA — YYUTHIBAETCS HE
TOJIBKO BKJIaJ, OT/EJIbHbIX (DAKTOPOB PUCKA, HO
Y B3aMIMOJIEICTBUE T'€HOB B KOMOMHAIUSX, a Pea-
Ju3anus crocob6a rnpenebHo IPoCTa.

[Ipouenypa OLLEHKM PUCKA HEBbIHAIIVMBAHUS 6epe-
MEHHOCTU NOAPOOHO ONUCAHA B MHCTPYKLUU IO
NIPUMEHEHUIO «MeTo[ onpeesIeHNs BEPOSITHOCTH
HEBbIHAIIMBaHUS 6epeMeHHOCTU» (MeTtoq onpe-
IleJIeHNs] BEPOSITHOCTY HEBBIHAIIMBAHUS Oepe-
MEHHOCTHU (MHCTPYKLMS 110 IPUMEHEHNI0) / M-Bo
3gpaBooxpaneHus Peci. benapyce; A. B. Kunbues-
ckuil, 1. b. Mocca, B. B. lamkesuy, U. B. Kypio-
Bud, H.T'. Cepniap, M. B. benyra, B. B. BepemeeBa. —
MuHck: [6.1.], 2021. — 19 c.).

Cnoco6 ucnosbsyercs B pabore Pecny6iukaH-
CKOT'O Hay4YHO-INIPaKTUYECKOro LEeHTpa «Marb
U IuTa» MuHucCTEpCTBa 34paBooXpaHeHus Pe-
cny6smku besnapyce, a Takke B Pecny61MKaHCKOM
LleHTpe reHOMHBIX OMOTEXHOJIOrM IHCTUTYTA re-
HeTuky 1 uurosiorun HAH benapycu.

Hasinyue ombITHBIX 00pa3LoB, pe3yJIbTaTOB HX
HCIBITAaHHH, OIleHKAa YPOBHS FOTOBHOCTH T€XHO-
saoruu (TRL), Heo6xoguMbIe IOPabOTKH, OLl€HKA
CTOMMOCTH J,0paboTOK

Crioco6 mopaboTaH 1 annpoOUPOBaH A1 KOIU4de-
CTBEHHOU OII€eHKU PUCKA Pa3BUTUS HEBBIHAIIN-
BaHUs 6€pEMEHHOCTH U 3a60JIeBaHUIl ceplleyHO-

COCYAMCTON cucTeMbl (MHpapKTa MUOKapha,
pneboTpomb03a, GubpuansAuu npencepauint
1 TPOMO03MOOINY JIETOYHOU apTEPUN).

B03MO>KHBIH 9KOHOMHYECKHH 3PPEKT

DKOHOMUYECKUE [TIOTEPU B CBSI3U C PA3BUTHEM I10-
JIUTEHHBIX [aTOJIOTUI 3HAUYUTEJIbHBL. Hanpumep,
(puHaHCOBBIE 3aTPaTHl 10 CJIy4alo OTEpPU Gepe-
MEHHOCTH B CPEHEM Ha OJHOr0 YEJIOBEKA CO-
craBngioT npuMmepHo 350 S (3aTpaThl Ha CTalU-
OHapHOE JIeYeHUE, CTOUMOCTD JIEKAaPCTBEHHBIX
CpencCTB, CpeIHUI pa3mep OCOOUI IO BpeMEH-
HOH HeTPyJoCIOoCcOOHOCTH). Eciin ¢ moMomplo re-
HETUYECKOT'O TECTUPOBAHUS MTOJIOKUTEIBHBIN UC-
X0J;, 6epEMEHHOCTH Y 00CI€JOBAaHHBIX MALIMEHTOK
C BBISIBJIEHHBIM BBICOKMM PMCKOM HEBBIHAIIVBAHUS
MocJle POBENEHUS COOTBETCTBYIOLIEN Tepanuu
COCTaBUT XOTsI 6b1 85 % (110 HAMmMM JaHHbIM 85,2 %
JKEHIIVH C NPUBbIYHBIMY BBIKMJBIIIAMU YCIIEMIHO
pOAMJIN JeTel Mocje Hallero MOJIEKYJSPHO-
T€HEeTUYEeCKOI'0 UCCIeN0BaHUs U aJeKBAaTHOIO
JedeHust), To npu obeaenosanuu 2000 yesnoBek
9KoHOMMA 111 1700 yCIlemHO pOIUBIIMX JKEHIIUH
cocraBuT npumepHo $595000. Kpome Toro, npo-
(pUIaKTHKA OCJIOKHEHUH U KoppeKuus 3p(PeKTOB
BBISIBJIEHHBIX T€HOB PUCKa C TIOMOMIBIO COOTBET-
CTBYIOLIEN T€pPaNuy MO3BOJISIT IOBBICUTb POXKAAE-
MOCTbB Y YJIY4IIUTb A€MOTpaUUECKY0 CUTYaLUIO
B CTpaHe.

AHanornyHeie paC‘{éTbI MOJKHO ITPOBECTU [JIA JIIO-
0011 mosiMreHHou nartoJyioruy M

AHuyk EBreHus MNetpoBHa,
MarMcTpaHT 1abopaTopum reHeTUKM YeloBeKa
MHcTuTyTa reHeTukn u untonorum HAH Benapycu



BMOMEOVNUMHA N ®DAPMAKOIOTUA

UCNMOJIb3OBAHMUE
NMNO/IHO9K3OMHOI'O
CEKBEHUPOBAHUA

AJ1Ad ONATHOCTUKU CJTTOMXHBIX CJTYHAEB

B NMEOUNATPAU

locypnapcTBEHHOE HayuyHoe
yupexkgeHue «MHCTUTYT reHeTUKN
u umtTonormm HaymoHanbHom
akageMum Hayk benapycu»,

yn. AkageMunyeckas, 27,

r. MuHck, benapycb, 220072

Kunbuesckuit AnekcaHgp Bnagummnposuy

Hayu4HbIl pyKoBOAWTENb NabopaTopum, akafeMmk

HAH Benapycu, npodeccop, AOKTOp 6MOIOrMYECcKMX HayK,
Ten. +375-297-489-066, Kilchev@presidium.bas-net.by

MuxaneHko Enena lNeTpoBHa
BeAyLMIA HayYHbIN COTPYOHUK, KAHAMAAT GUONOrMYECKMX HayK
Ten. +375-297-670-926, E.Michalenko@igc.by

Mazyp OkcaHa YecnaBsoBHa
Hay4Hblli COTPYAHNK
Ten. +375-336-673-154, O.Mazur@igc.by

Manbiwesa Onbra MuxarinoeHa
MTafLWMA HayYHbIN COTPYOHMK
Ten. +375-447-371-776, O.Malysheva@igc.by

B nocaenHue mecAaTuaeTus HaGAOTaeTCd He-
YKJIOHHO€ CHU)KEHHE YPOBHSI MJIaJleHUEeCKOU
CMEPTHOCTH, OJHAKO 3260J1€Ba€MOCTh HOBOPO-
KIEHHBIX U JeTeil 0CTaeTcsl CTabuJIbHO BHICO-
KOi1, YTO BHOCUT 3HAUUTEJIbHBII BKJaJ, B CTPYK-
TYpYy PaHHe! AeTcKoi nHBanuausauuu. CeronHs
IeTCKasg MHBAJIMIHOCTD ABJISETCH BaKHENIIEH KaK
MEeINKO-COLMAJIbHOM, TaK U 9KOHOMUYECKOH MPO-
6J1eMOI1, I0CKOJIbKY BJIEYET 32 COO0M O60IbIINE 10~
Tepu JJ1sl TOCYIapCTBa, B YACTHOCTH, YMEHbUIAET
MOTEeHIMaa Pa3BUTHUS, OTPULLATEILHO CKa3blBa-
€TCs1 Ha IPOM3BOCTBE KaK BHYyTPEHHETO BaJIOBOTO

CoTpyaHuKM VIHCTUTYTa FreHeTUKN U LLUTONornn
HAH Benapycu B PecnybimKaHCKOM LeHTpe
reHOMHbIX 6MOTEXHOIOMUIA

NPOJYKTa, TaK 1 HALMOHAJIBHOTO oXoza. [ToaTomy
BHe/IpeHUe TPUHIMIIOB IePCOHAU3UPOBAHHOM
ME[ULNHBI B KIMHUYECKYIO IIPAKTUKY SIBJISETCS
HEOOXOJMIMbIM YCJIOBUEM Pa3BUTHSI COBDEMEHHOTO
3[IpPaBOOXPaHEHMSL.

OcCHOBO¥ IEpCOHANIU3UPOBAHHON MEIUILIVHBI SB-
JISIETCSI BO3MO>KHOCTb ITPOTHO3UPOBAHMS Pa3BUTUS
Y TUarHOCTUKMU psja 3ab0JieBaHUl, Ha3HAYeHUE
CXEMBI JIeUeHUs U KOppeKIys TPOBOIUMOI Tepa-
IIMY C Y4E€TOM MHAMBUAYAJIBbHBIX OCOOEHHOCTEN
nainenTa. O6beguHEeHUEe U aHaJIN3 KIMHUYECKON

31
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U reHeTu4YecKoil MHGOpPMalUU MO3BOJISIT COKpa-
TUATh BpEMsI Ha IIOCTAHOBKY IMarHo3a IpU PeaKux
3a0071€BaHMAX U OKA3aTh Haubosee MOIXOISLIYI0
MOMOIIb HanyeHTaM. TeXHOJIOrus ITOJTHODK30M-
HOTO CEKBEHUPOBAHUS MPENCTABISET COO0I BasK-
HBI/l UIHCTPYMEHT COBPEMEHHO r€HeTUKU U Nep-
COHAJIN3UPOBAHHON MEULIVHBL.

[TokazaHusgmu 11 IPOBENEHUS [TOJTHOIK30MHOTO
CEKBEHMPOBAHUS CJIyXaT [IOJ03PEHNE HA TEHE-
TUYECKYIO 3TUOJIOTUIO 3a00J1€BaHus, IJs1 KOTO-
poro HeTt uenesoro JHK-tecta, Hecnenupuye-
CKUE CHUMIITOMBI, CJIOKHOCTb I PepeHInaNbHON
IMarHOCTUKY, 6e3pe3ysIbTaTUBHOCTb TECTOB Iep-
BOro yposHs (u3BecTtHble JHK-TecTs! nanu otpu-
LaTeJIbHbII pe3ysbTaT), K TOMYy Xe (UHAHCOBbIE
1 BpEMEHHBIE 3aTPaThl BbICOKOIIPOU3BOAUTENIb-
HOT'O CEKBEHVPOBAaHMA HIUKE MHOKECTBA OTHEIb-
HBIX TECTOB.

PeanuzyeMblil KOJUIEKTUBOM YY€HBIX JJabopaTopuu
AKOJIOTUYECKON reHeTUKU U 6uoTexHosoruu Mu-
cTutyTa reHetuku u uurosnoruu HAH benapycen,
BI'MY u beaMATIIO komnjiekc MTHHOBAlIMOHHbBIX UC-
CJleloBaHUI HallpaBJleH Ha pa3paboTKy IaHesel
F€HETUYECKUX MAaPKEPOB, [I03BOJISIIOLIUX:

* OLIEHUBATb PUCKU PA3BUTUSI OCJIOKHEHUN
OpOHXO0JIETOYHOM AMCIIA3UU U PETUHOMA~
TUU Y HEJJOHOLIEHHBIX HOBOPOXKII€HHBIX JIJIS
IIpoBeJieHMs 1IepCOHUPUIIMPOBaHHON Tepa-
nuy;

)

* NpoBOJUTh JudPepeHNaNbHYIO JUArHO-
CTHKY BPOKIEHHBIX aHOMAJIMI MOYEBBIX Iy~
Teii 1 nouek (BAMII);

* pa3paboTaTh aJTOPUTM OLI€HKU BEPOSITHOCTU
IIPOrPECCUPOBAHUS XPOHUYECKOY [TOYEYHO
HEJIOCTAaTOYHOCTU y JeTer ¢ BAMII,

* NPOBOJUThH T€HETUYECKYIO TUAarHOCTUKY Ha-
CJIE[ICTBEHHBIX 3a00JIEBAHUI Y IETE.

MarepuanoM [Jis1 MOJIEKYJISIPHO-TEHETUYECKOTO
vcciefoBanyus CciyXut reHoMHas JHK, Beigesnse-
Masi U3 BEHO3HOW KPOBU. BbICOKOIIPOU3BOAUTEIb-
HO€ CEKBEHHUPOBAHUE I1OJHOI'O 3K30Ma IIPOBO-
IATCSI C MCIOJIb30BaHUeM npoTokosa Illumina-IDT
Exome Enrichment Ha cekBeHatope NextSeq 550
(lumina) ¢ nocienywouEel 06pabOTKOM MOTYYEH-
HBIX IaHHBIX (fastq-¢aiinbl) pa3nuyHbBIMU AITOPUT-
Mamu oHsanH-nnatgopmsl Illumina BaseSpace
(nanmpumep, Dragen Enrichment). AHHOTUpOBaHUE
VCF-aiina BbIIOJIHSIETCS C IOMOIIbIO OHJIANH-
pecypca WANNOVAR.

[Ipu dunbTpaluyu BapuaHTOB, AaCCOLIMMPOBAHHBIX
C Pa3BUTHEM HACJIEJCTBEHHbIX TEeHETUYECKUX 3a-
6oJs1eBaHMIA, U3 TIOJIyYEHHOTO CIMCKa 3aMeH yAasi-
I0TCSI HEKOZIUPYIoLye (MHTPOHHbIE) U CHHOHUMUY-
Hble BApUAHThI 6€3 U3MEHEHUSI CAaliTOB CIJIAliCUHT,
BapUaHThl C HE3HAYUTEIbHOU 4aCTOTON BCTpE-
yaemocTu annenei (MAF), 6oabment unu pas-
Hou 0,5 %, B 6a3e ganHbIix ExAc, GnomadGenome,
GnomadExome, MucceHC-BapuaHThl, KOTOPbIE, CO-

STAIlbI NMOJ/THO3K30OMHOIO CEKBEHMPOBAHUA

Chipble pugbl FASTQ —

VariantStudio Illumina

BblpaBHMBaHMe ——m8 >
Vv
Bbigenenve OHK BblpoBHEHHbIE pUAabI
SAM/BAM
Onpepenenuve
BapuaHTOB ﬁ/
Chbipoli Habop
— BapuaHToB VCF [
Nextera DNA Exome
Ilumina + IDT AHHoTaLNA >€
2
AHHOTMpPOBaHHbIE
BapunaHTbl VCF
Ounbrpaums,
MHTepnpeTauus ﬁ,

Illumina NextSeq 550

VckoMmbiit BapuaHT/
ANarHos

wannovar.wglab.org

basespace.illumina.com
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CXEMA OUNJITPALNN BAPUAHTOB NMOJ/THO3K30OMHOIO CEKBEHMPOBAHUA

~ 900 TbiC. BApPWUaAHTOB Ha reHOM

> 30 TbIC. BAPMAHTOB Ha 3K30M

(Dl/lﬂprbI Ka4yecTBa, I'J'IY6I/IHa MOKPbITNA, NMPOLLEHTHOE
COOTHOLLEHWe annens, ~ 2 TbiC. BapuMaHTOB

SNP, Indels, EVS, GnomAD u ap.
~ 20 pegkux BapmMaHTOB

OyHKUMOHaNbHbIM TecT. Monyawme
N UHTPOHHbIE BapMaHTbI

CeMeliHble BapuaHTbl

KangupaTthbl
~2-3

[JIaCHO NIporpaMmam npepckasanus PolyPhen-2
(http: //genetics.bwh.harvard.edu/pph2/), SIFT
(https: //sift.bii.a-star.edu.sg/) u Mutation Taster
(http: //mutationtaster.org/), He SBJASIOTCS Na-
TOT€HHBIMU. [IJ14 majibHenle IPOBEPKU U aHA-
Ji3a OTOMpalOTCsl OOHAPY>KEHHbIE BAPUAHTHI B re-
HaX, BJAMSIOMMX Ha QYHKLIMOHAIbHYIO aKTUBHOCTh
Ux 6€JIKOB, 0CO00€ BHUMAaHUE Y eJsIeTCsl TeHaM,
MPEATNOJOXKUTENBHO aCCOLUUPOBAHHBIM C K-
HAYECKUMU TIPOSIBIICHUSIMU 3260J1€BaHMUSL.

BHeJpeHUE NTOJTHOSK30MHOIO CEKBEHUPOBAHMUS
B IPAKTUYECKOE 37 PaBOOXPAHEHUE MOXET I0-
3BOJIUTb JOCTUYb ONPENEJIEHHBIX COLMAIBHO-
DKOHOMUYECKUX 3PPEKTOB: CHUXKEHUS Ppu-
HAHCOBBIX 3aTPaT Ha AUArHOCTUKY, Je4eHUe
Y peabunTalyio NaluyeHTa, COKpalleHNs MeIKa-

MEHTO3HOM Harpysku Ha OpraHnu3m pe6eHKa, CHU-
JKE€HUS 9aCTOThI U TSXKECTH MHBAJIMAN3al N, YIIy9-
eHrs Ka4Y€CTBA XXM3HU T1allVIEHTOB.

B xayecTBe npuMepa MCINOJIb30BAHNS 3TOM TEXHO-
JIOTMY B MEOULIMHCKO IIPAKTYIKE MbI [IPELCTABIIIEM
KJIMHUYECKUH CJIy4all OCTPOM HEKPOTUUPYIOLIEN
sHnedanonatuu (OHD). INanuent [. u naueHT E.
SIBJISIIOTCSI KPOBHBIMU OpPaTOM UM CECTPOML. Y 060ux
NAlMEeHTOB Ha (POHE OCTPOM pPeCIMPAaTOPHON MH-
(pexkuuu ¢ Temneparypou o pedpuabHeIx LUpp
HabJII01a/10Ch MOSIBJIEHUE U MPOrPECCUPOBaHNUE
HEBPOJIOTUYECKOY CUMITOMATUKU (LIATKOCTh MO~
XOJIIKM, PErpeCC OBUTATEJIbHBIX HABLIKOB, a 3aTEM
Y P€YH, C IIOCTENEHHBbIM IIPUCOEIVHEHUEM OYJIb-
OapHbIX HapyueHui). B nekabpe 2021 ropa nocie
OCTPOI1 peCIIUPATOPHOI BUPYCHOM NHQEKLMY PO~
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1-3. VIHCTpYKLMKM MO NPUMEHEHMUIO, YTBEPXKAEHHbIE
MWHUCTEPCTBOM 34 paBoOXpaHeHus Pecnybnmku
Benapyceo.

M30LJI0 YXYALIEHUE COCTOSIHUS, MTOBJIEKILIEE NIPU-
MEHEHNE MCKYCCTBEHHOW BEHTUJIALUMN JIETKUX
Y BBEJIEHUE NIETEN B MEJUKAMEHTO3HBIN COH. [1po-
B€Jl€HME MarHUTHO-PE30HAHCHOW TOMOrpaduu 1no-
Ka3aJjio JByCTOPOHHEE CUMMETPUYHOE TIOPAKEHUE
6e710r0 BemecTsa 60JIbIMX MOTyIapyil B CyOKOPTH-
KaJIbHBIX OT[I€JIaX B JIOOHBIX Y BUCOYHBIX JOJISIX, 6a-
3aJIbHBIX FAHIJIMEB, 0OOUX TAIIAMYCOB, 00EMX HOXKEK
MO3ra, HOKEK Mo3edka. [Ipy 5Tom o0IeKInHIYe-
CKI€ aHaJIN3bl KDOBU HE BBISBJISUIN IIPU3HAKYU BOCTIA-
JieHus. Bupycel mpocToro repreca, SnireiHa-bapp,
LIUTOMETAJIOBUPYC, SHTEPOBUPYCHAs UH(EKLNS IIPU
JIIOMOAIBHOM ITYHKLMU HE OOHAPYKEHBI.

[ToTHODK30MHO€E CEKBEHMPOBAHUE IO3BOJIUIIO
00HApPYXUTb T€TEPO3UTOTHBINM NATOTEHHBIN Ba-
puanT c.C1754T (p.T585M) B rene RANBP2. Brot
TeH Ha KJIETOYHOM YPOBHE OTBEYAET 3a SIEPHO-
LMTOIIa3MaTUYECKUIA TPAHCIIOPT. MyTaluu B HEM
acCoOLMMPOBaHbI C OCTPOI HEKPOTU3UPYIOLLEN IH-
yedanonarueil — peaKoi, Ho ObICTPO MPOrpeccu-
pyomen sHuedansonaTueil nocuae Juxopagod-
HOTO 3200J1€BaHUsl, OOBIYHO BUPYCHOM UH(EKINN.
Ocob6ennoctspio nevyenuss OHD, CBA3aHHOM C My-
tauussmu RANBP2, aBisieTcs BBejeHUE KOPTUKO-
CTEPOULOB B T€YeHUE 24 4ACOB I0CJIE IIOSIBJIEHUS
CHUMIITOMOB, YTO YJIy4YIIA€T IIPOTHO3 Y OETEN C JaH-
HOW MaTOJIOTUEN. MEeTUINPEeSHU30JI0H, BHYTPU-
BEHHbIE UMMYHOTJIOOYJINHBL U IPYTM€ UMMYHO-
IEeNPECCAHThl UCIIOJIb3YIOTCS OJI1S YMEHbIIEHUS
MMMYHOOIIOCPEIOBAHHOTO TIOBPEXIEHMS KIETOK
LIEHTPaJIbHOY HEPBHOM CUCTEMBI IIPU JAHHOM 3a-
60J1€BaHNU.

B Hacrosmee BpeMs NalUEHThl IPOKOHCYJIbTU-
POBaHbl MENULMHCKUM [€HETUKOM, CKOPPEKTHU-
pOBaHa cxeMa Jie4eHusl, pa3paboTaH ajJropuTMm
Ipo(UIaKTUKU NPOCTYHBIX 3a00J1€BaHul. [letu
BBIIIMCAHBI B yI0BJI€TBOPUTEIBHOM COCTOSIHUM T1O]],
HaOJII0Ji€HNE YYaCTKOBOIO IejuaTpa ¥ HEBPOJIOra.

3aKkJo4YeHHe

HpumeHeHue BbICOKOTEXHOJIOTUYHBIX TECTOB B M€~
OUITNHE CHOCO6CTBy€T KaK CHMXXEHNIO CMEPTHO-
CTHU 1 MHBaJINAN3alN IMaUEHTOB, TaK U CYIIE-
CTBEHHOM 5KOHOMUU pacxono0B Ha MEOUINHCKYIO
IIOMO11Ib ITPpU MMPABUJIBHO MMOCTABJIEHHOM JNUArHO3€
N TaKTUKE JIEYEHU .

PesysbTaThl Halel paboThl IPeICTaBJIEHb! B TPEX
MHCTPYKLHUSIX 110 IPUMEHEHUIO, YTBEPXKAEHHbIX
MuHUCTEpPCTBOM 37 paBoOXpaHeHust Pecny6oinku
Benapych, 1 UCIIOJNB3YIOTCS IIPY OKa3aHUU Me-
IULMHCKON MOMOILIY HOBOPOXAEHHBIM U JETSIM
B psijie YYpeXAeHUil 3[paBoOOXpaHeHs cTpaHbl M
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MOJNEKYNAPHbIA TECT _
ANA NOONEPALLUOHHOM
ANATHOCTUKH

Y3J10BbIX OEPA3OBAHNN LLIMTOBMOHOW

»KEJIE3bI

®depepanbHoe rocyaapcTBeEHHOE

6o KeTHOe yuperXkaeHne HayKu
MHCTUTYT MONEKYNAPHON N KNETOYHOM
6unonorum Cnbmupckoro otaeneHms
Poccuiickon akageMmm Hayk

r. HoBocubupck, np. AkageMuka
NaspeHTbesa, 8/2, 630090,

TutoB Cepreit EBreHbeBuY

CTapLUMA HaYYHbI COTPYAHMUK N1abopaTopumn MONEKYNSIPHOM
reHeTUKU, KaHgunpgaTt 6U1onornyecknx HayK

Ten. +7-913-776-0820, titovse78@gmail.com

Pak mUTOBUIHOM KeJje3bl SIBJISETCSI CAMBIM pac-
MIPOCTPaHEHHBIM 3a60JI€BaHUEM DHIOKPUHHON
CUCTEMBI I UMEET TEHIEHIUIO K POCTY BO BCEX
cTpa”ax mupa. OH BCTpeyYaeTcs IPUMEPHO B TPU
pasa yalle y )KeHIIVH, YeM Y MY)X4YMH, U OObIYHO
MpEeACTaBJIEH B BUJE Y3JI0BbIX 0OpasoBaHuil. [u-
arHOCTHKa Yy3JI0B IHATOBULHOM XKeJIe3bl BKII0YAEeT
B ce0s1 yIbTPa3ByKOBOE UCCJI€IOBaHME UTOBU], -
HOW >XeJie3bl U IUM@PATUYECKUX Y3JI0B Meu. Yib-
TPa3BYKOBOI METOJ, [T03BOJISIET BBISIBUTb 00Pa30-
BaHMA pa3MepaMy MeHee 1 CM, KOTOPbI€ MOTYT He
OIpeeAThCS NPYU Nanblallii; B COOTBETCTBUU
C IeHCTBYIOIIYMYU PEKOMEHIALMSIMA B IOJOOHBIX
CJIy4asx HeO6XOIMMO BBIIOJIHUTb UX ITYHKUHIO 10
KOHTpoJieM Y3 ¢ nocaenyomumM UUTOJI0TnYe-
CKUM MCCJIEIOBAHUEM aCIIMpara.

s knaccuuUpoOBaHUs LUTOJIOTUYECKUX Aua-
THO30B yale Bcero ucnoJssyercs The Bethesda
System for Reporting Thyroid Cytopathology, B ko-
TOPOM MCIOJIb3yeTCsI IeCTh AUarHOCTUYECKUX Ka-
Teropuii, CTpaTUUIMPOBAHHBIX 10 PUCKY 3710~
KaueCTBEHHOCTU. XOTsl LIUTOJIOTMYECKasi OlleHKa

BO MHOTHUX CJIy4asiX SIBJISIETCSI JOBOJIbHO TOYHOM,
IIPUMEPHO OJIHA TPETh CJIy4yaeB IONafaeT B He-
onpefeseHHYI0 AUaTHOCTUYECKYI0 KaTerOpuIio
(Bethesda III, IV). B aTO#1 reTeporeHHON rpymnie Ha
OCHOBE IJUTOMOP(}OJIOrMYECKUX XapaKTePUCTUK
110 OOBbEKTUBHBIM IPUYMHAM HEBO3MOXKHO TOYHO
yYCTAaHOBUTb CTEIEHb 37I0KAYECTBEHHOCTH y3J1a K-
TOBUJHOM X€JIE3HI.

B coOTBETCTBUM C KIMHUYECKUMHU PEKOMEHAAlu-
amu BO3 (2017) 6071bIMHCTBO NALMEHTOB C HEO-
IpefeeHHbIM [JUTOJOTAYECKUM 3aKJII0YEHUEM
HaIpaBJIFAI0TCS Ha JUAarHOCTUYECKYIO OIePaLNIo
WJIM MOJIEKYJIIPHOE TecTupoBaHUe. IIpu sToM
npumepHo 70-80 % y3710B IIMTOBULHOMN >KEJIE€3bL
10 pe3yJbTaTaM IOCJIEONEPALMOHHOTO TUCTOJIO-
TMYECKOTO UCCIIEIOBAaHMS OKa3bIBAIOTCS JOOpOKa-
yeCcTBEHHBIMU. [10 3TON IpHUYMHE MOJIEKYJISIPHOE
TECTMPOBAaHUE BCE 4Yallle MCIOJIb3yEeTCs I Oy~
arHOCTUKU U ONTMMHU3ALNUY JIEUEHNUS ALIMEHTOB
C y3JIaMHU IUTOBUIHOM KeJe3bl, KOTOPblE UMEIOT
HEOIpeJeIeHHbIN IUTOJIOTUYECKUI IUarHo3.

OCHOBHO¥! 1I€JIbI0 MOJIEKYJISPHOTO TECTUPOBAHUS
Ha JOONEPAlMOHHOM DTarle SIBJISETCS BbISIBJIEHUE
NalMeHTOB, KOTOPble MOTYT U36€eXaTb XUPYPru-
YecKux olepaluil, Ipyu 3TOM C MUHUMYMOM PU-
CKa pa3BuTHUs paka. [y JOCTUKEHUS ITOU Lenu
TpebyeTcs:, 4TOOBI TeCT 06J1afal BbICOKON 4yB-
CTBUTEJIbHOCTBHIO 1, COOTBETCTBEHHO, BHICOKOM
IIPOTHOCTUYECKOU [IEHHOCTHIO OTPULATEJIBHOTO
pesyJibTaTa.

MousiekyggpHO€E TECTUPOBaHME HA JAHHBI MOMEHT
HE CTaHJapTU30BaHO, UCIOJb3YETCS HECKOJILKO
[IOJXOML0B: BBIABIIEHNE COMAaTUYECKUX TOUEYHBIX
3ameH (Harpumep, B reHax BRAF u RAS) u TpaHciio-
kauuil (Hanpumep, RET-PTC, PAX8-PPARYy). Ipy-
re MoAxombl MOAPa3yMeBalOT UCIIOJIb30BaHUE
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npo¢uiis dKCIpeccuy 6€J10K-KOOUPYIOIINX F€HOB OCHOBHbBIE MOJIEKYJISIDHBIE TECTBI, KOTOPLIE YK€
nn MUKpOPHK 117151 IMarHOCTUKY Y3JI0B C HEOIIPE- Ha IIPAKTUKE UCIIOJIb3YIOTCS [J1S IUArHOCTUKU I10-
IleJIEHHBIM LIUTOJIOTMYECKUM 3aKJto4yeHuem. EcTb PaKEHUN WUTOBUIHOM KEJI€3bl, COOTBETCTBYIOT
TaKKe BaPUaHTBI, 0ObEeIUHAIOIE aHAIU3 COMA- aTuM TeHgeHuusM. Hanpumep, Afirma Genomic
TAYECKUX MyTauui, yposHelt MPHK 1 MmukpoPHK. Sequencing Classifier (CIILIA) BkyitoyaeT 8 KOMIO-
Ho B 1es1oM 1151 COBpEMEHHBIX MOJIEKYJIIPHBIX TE- HEHTOB: MOJYJIY NapalIUTOBULHON XKeJIE3bl, M€-
CTOB CUMTAETCS BXXHBIM, YTOOBI OHU MOLJIA TOYHO IyJUIIPHOTO paka, BbIABJIEHUS MyTauuu BRAF
OTJIMYATh NOPAXKEHUS NaPaLUTOBULHOMN JKEJIE3HI, V600E, obnapyxenus TpaHcaokauuii RET/PTC1
MENYJJIAPHBINA PaK U y3JI0Bbl€ NTOPAXKEHUS IUTO- u RET/PTC3, ungexc QosmKyIspHOrO COIepKu-
BUJIHOM, a CpeAy MOCJIELHAX TOYHO BbISBIIATD 10~ Moro (onpegessieT 06pasLbl C HU3KUM COLEepKa-
OpOoKavyeCTBEHHbIE Y3JIbl, KOTOPbIE HE TpebyeTcs HUEM KJIETOK IIUTOBUAHOM KeJle3bl), aHCAMOJIEBYIO
OIIEpUPOBATh. MOZEeJIb (TOI03PEHME Ha PaK/0OPOKaYe€CTBEHHBIN

AJITOPUTM OMATHOCTUKM Y3/TOBbIX OBPA3OBAHUIA MAPALLMTOBUOHOM U LLIMTOBUMOHOM
YKEJIE3 MO PE3Y/ILTATAM BbIAB/EHWA PAOA MOMEKYNAPHO-TEHETUYECKUX MAPKEPOB
B LLUTOSTOMMYECKMX MPEMAPATAX

TATIB y3na WK

N4
+
GCM2 3 MapawuToBMaHas
»Kenesa
Vv
Knetkun LLIDK
7
+
HMGA2 — Pak
\ 4 4
+ +
MuP-375 mMuP-375 ——> MepynnsapHbIi pak
N\ 2 Vv
+ +
MuP-221 mnP-146b ——> [ManunnapHbIv pak
¥ Vv
+ +
BRAFV600E mMT/aOHK  —> TllopTae-KNeTouHbI pak
¥ Vv
[Nob6pokayecTBeHHOEe 3noKkayecTBeHHas
obpasoBaHue donnukynsapHasa onyxosb

*(+) u (-) o3HaYalOT HaNMuMe NN OTCYTCTBUE MOBbIWEHHOM 3Kcnpeccnun reHoB GCM2, HMGA2 n mukpoPHK,
cooTHoweHua mt/aJHK, nu6o Hannuune/otcytcTeue mytaumm V60OOE B reHe BRAF.
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obpasel), UHIEeKC KieTok ['fopTiie 1 UHAEKC HEOo-
IJ1a3UK 13 KJ1eToK ['topTiie. [Ipyroi MoeKyIspHbII
tecT — ThyroSeq v3 (CILIA) coCTOUT U3 CIeyIOLUX
KOMIIOHEHTOB: BbISIBJIEHUE KJIETOK MapaluTOBU] -
HOH XeJje3bl, C-KJIeTOK (MeLyJJISPHBIN PakK), Kje-
TOK He IUTOBUAHOM 5KeJie3bl ¥ T€eHOMHBII KJIacCu-
¢duKkaTop (3710Ka4eCTBEHHBII1/10OPOKAaUECTBEHHBIN
obpasetr).

Hamu 6b11 TpesioskeH HOBBIN AUArHOCTUYECKUI
QJITOPUTM, IO3BOJISIONIAYN BBISBJISThH 3JI0Kade-
CTBE€HHBIE ONYXO0JIM WWUTOBUIHOM KEJI€3bl HA OC-
HOBE€ MaTepuasa, NoJy4YEHHOT O C LIUTOJIOTUYECKUX
rpenaparoB. AJITOPUTM BKJIIOYAET CJIELYIOUIYIO
MOJIEKYJIIPHYIO TIAHEJIb: aHAJIN3 9KCIIPECCUM OH-
korena HMGA2, mukpoPHK-146b, -221, -375, co-
OTHOILIEHMS] MUTOXOHApUANbHOU U anepHot JHK,
a Takke onpegenenns myrauuu BRAF V6OOE. [lis
BBISIBJIEHVS Y3J10B [1apaIlATOBULHON KeJe3bl IPU-
MEHSIETCSl aHanu3 sKcnpeccuu reHa GCM2. Dot
QJITOPUTM He ObL U3HAYaJIbHO pa3paboTaH I
TUIIMPOBAHUS Y3JIOB WUTOBUIHON XKeJje3bl, HO
B KOHEUHOM CYETE NIJI8 KaXKIOTO TUIIA 3JI0KaYe-
CTBEHHOM OIYyXO0JIA NPUILJIOCh NOHOOpaTh cIe-
uuduyecKre MapKepsl.

Tak, cnenuuiyecKkuMU MapKepamu [Jisl Hanumi-
JIAPHOrO paka BeicTynuna mytauus BRAF V6OOE
Y MOBBILIEHHBIM YPOBEHDb IKCIIPECCUU MUKPO-
PHK-146b. MenynisipHBIN pak XapaKTepU3yeTCs
3HAYMTEJILHO MOBLIIIEHHBIM YPOBHEM BKCIIpEC-
cun MukpoPHK-375. Hamu 6blJI0 UCIIOJIb30BAHO
OTHOLIEHNE MUTOXOHApUaNbHON U anepHoit THK,
IMOCKOJIBKY KJIETKU [I0pTiie OTIMYaIOTCs HAKO-

BEVOMEONLIMHA N ®DAPMAKOJIOIMA

IJIEHUEM OO0JIBIIOTO KOJIMYECTBA AHOMAJIbHBIX
MUTOXOHJPHUH, YTO BCTPEYAETCS HE3AaBUCUMO
OT J06POKaYe€CTBEHHOM UJIM 3JI0KaYE€CTBEHHOM
npupoabl nopaxenuil. [lo knaccuduxkauum BO3
(2017) T'opTae-KI€TOYHAS AIEHOMA U KapLMHOMA
BBbII€JIEHBI B KAYE€CTBE CAMOCTOSIT€JIbHOU OHKO-
[aTOJIOTUM B CUJIy CBOETO 0COGOTO reHeTuye-
CKOro npoduis 1 KJIMHUYECKU 60JIee arpeccuB-
HOTO NIOBEJI€HMS 10 CPAaBHEHUIO C NANUJIJISIPHBIM
1 (POJIIUKYJIIPHBIM PAKOM HIUTOBUIHOM >KEJIE3Bl.
lMcrnosnbp30oBaHue B HAlIEM T€CTE OTHOLIEHUS] MU~
TOXOHApUaNbHON U anepHon THK nmossosser
BBISIBJISITb HE TOJIBKO ['IOPTJie-KJIE€TOYHBIN paK,
HO TaKke IOMOTaeT B uaeHTupukanuu l'ropriae-
KJIETOYHBIX BAPUAHTOB JPYTUX ONyXOJeH.

[IpegHasHaYE€HHBIN AJ19 KIMHUYECKOTO IIpUME-
HEHUS MOJIEKYJIIPHBIA TE€CT NOJIKEH OJHOBpE-
MEHHO 00J1a7aTh BbICOKON IPOTHOCTUYECKOU
LJEHHOCTBIO OTpuLaTeabHoro pesyasrara (I11OP)
U NoJI0KUTeNbHOTO pesyabrata ([THIIP). B cay-
4yae MOJIEKYJISIPHOTO TECTMPOBAaHMS 00pa3LoB U3
IPYIIIBI C HEONIPELENEHHBIM LUTOJIOINYECKUM
3aknoyeHreMm I1IIOP uMeeT 6oJiblllee 3HAYEHUE,
yem [ILIIP. [Ipu 3TOM HeXeNaTENbHO, YTOOBI
OCTaTOYHbIVY PUCK 3JI0KAYECTBEHHOCTHU IIPU OT-
pULIATEJILHOM PE€3yJIbTaTe MOJIEKYJIAPHOTO T€-
CTUPOBAHMS NIPEBBIIIAJ TAKOBOU IJISI LIATOJIO-
TMYECKOTO 3aKJIIOUYEHUS «L0OPOKAaYE€CTBEHHBIN
y3en» (5 %), IOCKOJIbKY UMEHHO 3TOT IIOKa3a-
TeJb OyJEeT ONpENesiTh, HACKOJbKO Oe3o0mac-
HBIM OyZeT KJIMHUYeCKoe HabIIogeHUEe BMECTO
IVarHOCTUYECKOM omepanuu. B uccienosanuu,
IIPOBEJEHHOM [JIS1 OLLEHKM OUAarHOCTUYECKUX

ONATHOCTUYECKUE XAPAKTEPUCTUKN PA3JTMYHBIX MOJTEKYTAPHbLIX TECTOB

YyBcTBUTENDb- @ o % TectoBas
Tect HOCTb, % CneuuduyHoctb, % nune, % MUoP, % e
Afirma GSC (CLLA) 91 68 49 96 N=190
ThyGenX/ _
ThyraMIR (CLLIA) 89 85 66 96 N=109
Thyroseq v3 (CLUA) 94 82 64 98 N=257
mir-THYpe 95 81 62 98 N=95
(Bpazunus)
ThyroidPrint (Yvnu) 91 87 70 97 N=270
Tect VIMKB 89 93 81 96 N=122
(Poccus)
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XapakTepUCTUK TeCTa, PUCK 3JI0Ka4Y€CTBEHHO-
CTU A7 00PaslioB C HEOIPeNeJEHHbIM IJUTOJI0-
TMYECKUM 3aKJII0YEeHUEM, 0XapaKTePU30BaHHBIX
MOJIEKYJISIPHBIM TECTOM KaK JOOpOKa4eCTBEH-
Hble, cocTaBui 4,8 %. C yueTom ob1iero pucka
3710Ka4eCcTBEHHOCTHU (~30 % mJ1s1 3TOU KaTeropun)
B IIPOTECTMPOBAHHOM BbIOOPKE U3 122 MallMEHTOB,
79 mauyeHTOB MOTJIA ObI U30€XKaTh NU30BITOYHOTO
ONEPAaTUBHOrO BMEUIATEJILCTBA B CJIy4ae, €CJIu
pelIeHre O HEM ONMPAJIOCh ObI HA PE3YJIbTATHI
MOJIEKYJISIPHOTO TECTUPOBAHUS.

B Tabnuie npuBeneHbl JUarHOCTUYECKUE XapaK-
TE€PUCTYKY PA3JIMYHBIX MOJIEKYJISIPHBIX TECTOB JJIs
MOATBEPXKAECHMS 37I0KaYE€CTBEHHOCTH [IPU HEollpe-
JeJIEHHOM P€3yJIbTaTe LIUTOJIOTUYECKOTO 3aKJII0-
yeHund (kareropuu Bethesda III u IV).

O6pamaetr Ha cebs1 BHUMaHNE TOT (PaKT, YTO IIPO-
FHOCTUYECKAS LIEHHOCTb OTPULIATEJILHOTO PE3YJIIb-
TaTa BCEX TECTOB, BKJIIOYAs MPEIJIOKEHHDIN HAMU,
BbILIE 95 %, a BOT [TLIIP y BCEX TECTOB 3HAYUTETILHO
Pas3yINYaEeTCs, IIOCKOJIbKY B HACTOSIIEE BPEMS HET
KOHCEHCYCa O TOM, KAKO€ MMHMMAaJIbHOE 3HaYEeHNE
nospkHa nMets TTITIP. O6cyxnaeTcst BO3MOKHOCTD
WCII0JIb30BaHMs 00JIee arpeCCUBHON XUpypruye-
CKOH TaKTUKU 17151 [IALIMEHTOB, Y KOTOPBIX ObLJIN BbI-
SIBJIEHBI OIIPEJIEJIEHHbIE MOJIEKYJISIPHBIE MapKEPbl
3JI0KQYE€CTBEHHOCTH, OJJHAKO [TOKA3aTEIbCTBO KJIM-
HUYECKON 0OO60CHOBAaHHOCTH TaKOro MOAX0Ja Tpe-
OyeT NONOJIHATEJIbHBIX UCCIIEJOBAHU.

Taxum 06pazom, HaMU ObLT pa3paboTaH NepPBbIT
B Poccun MoJIeKy IIpHBII TECT [J1S1 AUAarHOCTUKU
y3JI0B IUTOBUAHOM KeJjle3bl, OTBEYAIOUUN BCEM
aKTyaJbHBIM TpeOoBaHUsAM. O>kupmaeMblil 3P HeKT
OT NIPUMEHEHMS 3TOTO Te€CTa — 3HAYUTEJbHOE
CHIDKEHHME KOJIMYECTBA IMarHOCTAYECKUX Ollepa-
MM, CBSI3aHHBIX C YIAJI€HUEM I0JIY IUTOBUIHOMN
JKeJIe3bl.

Ha ocHOBaHMM BBITIOJIHEHHBIX I/ICCJ'IC,HOB&HI/II?I 10—
JIY4€HbI CIIEAYIOIMNE ITaTEHTDI:

[Tarent 2548773 Poccuiickas Genepanuns. Crocod
orpezeneHus 106pOKaYeCTBEHHBIX U 37I0KAYECTBEH-
HBIX HOBOOOPA30BaHUH IIUTOBUIHON SKeJIe3bl 4eJio-
Beka,/KosecHukos H. H. 1 coasT. — Omy61. 24.03.2015.

I[Tatent 2569154 Poccutickas ®enepanys. Ciocob
IndPepeHInaIbHON IUAarHOCTUKU HOBOOOPa30-
BaHUI IIUTOBUAHOMN XeJe3bl yesnoBeka,/KonecHu-
koB H. H. u coast. — Ony6u1. 26.11.15.

[TatenT 2757347 Poccuiickasg Penepanus. Cro-
co6 gudpdepeHnanbHON JUarHOCTUKY Y3JI0BbIX
06pa3oBaHUll MUTOBUAHON KeJie3bl 4esoBeka,/
Turos C. E. u Bepsickuna [O. A. — Ony6:1. 13.10.2021.

I[Tatent 2759128 Poccuiickas ®epepanus. Ciocob
IoomnepanuoHHON nuddepeHatbHON TUarHo-
CTHKM aHAIJIACTUYeCKOTO paKa IUTOBUIIHOM Ke-
nespl / Turos C. E. u coaBT. — Ony61. 09.11.2021 1

(2]

1. BbI,D,eJ'IeHVIe HYKNENHOBbLIX KNC/TOT U3 MaTepualia, HaHECEHHOIO Ha nNpeaMeTHoEe CTEKIO;

2. MNpoBeperue IMNLIP ¢ petekunei pesynbTaToB B peasibHOM BPEMEHU
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YITMEPOOAMUHEPAJIbHbIE
COPBEHTbI HA OCHOBE
OKCHUOA ANTIOMUHUA CYMC-1

COKPALLEHME CPOKOB, MUHNMN3ALUWNA
3ATPAT N YITYHLWEHUNE SOOEKTUBHOCTU
NEYEHWA 3ABEO/IEBAHMIA C CMHOPOMOM
MHTOKCUKALIN, THOMHO-BOCMANUTENbHbIX

3ABOJIEBAHUM

Hay‘-lHO-I/ICCﬂeD,OBaTeanKVIVI NHCTUTYT

K/TIMHUYECKOM 1 3KCNepUMeHTanbHOM
nnmdonorum — munman
depnepanbHOro rocyAapCcTBEHHOIO
610>KETHOIr0 HAayYHOr O YUYperKaeHuns
«DepnepanbHbIi UCCNenoBaTebCKUN
UEeHTP MHCTUTYT UMUTONOrNU U
reHeTnkn CMbMpCKoro oTaeneHus
Poccuiickoin akageMumm HayKk»,

r. HoBocmbupck, yn. Tumakosa, 2,
630060

KoponeB MakcuM AnekcaHppoBuy
pyKoBoguTesnb hunmana, 4OKTOp MeOULMHCKUX HayK
Ten. (383) 332-29-59, kormax@bk.ru

PaspaboTaHbl, U3y4YE€HBbl B 3KCIIEPUMEHTAJIbHbIX
Y KJIMHUYECKUX YCJIOBUSIX YIJIEPOIMUHEPAJIbHbIE
COpPOEHTHI HA OCHOBE OKCHJIA alloMUHYSL. ['emocop-
6eHT CYMC-1 — yriepoiMuHEpajbHbIN COPOEHT
Ha OCHOBE€ OKCHJA aJIOMUHUSA (IPEUMYILLECTBEH-
HBIN pa3zmep OKpyriabix yactul 0,4-1 MM) 1 HaHe-
cenHoro yraepoga (7-10 %). CopbuyoHHasl aKTUB-
HOCTb B OTHOLIEHUM CTa(PUIIOKOKKA COCTABJISIET
o 80 %, cpeIHEMOJIEKYIAPHBIX TOKCUHOB — J10
80 %. DHTepocopbeHT CYMC-1 — opoMoK ¢ pa3-
mepom vactul, 0,1 MM, CTPYKTYPHBIE [TapaMeTpBI
AQHAJIOTMYHBI T€MOCOPOEHTY. PEKOMEHI0OBaH 1Jis
MCIIOJIb30BAaHUS NIPU XPOHUYECKUX NPodeccro-
HaJIbHBIX OTPABJIEHUSIX [IPOMBIIIEHHBIMU SITAMU,

KoponeB Makcum
AnekcaHapoBuY,
pykoBoauTenb cunmnana,
OOKTOP MEAULIMHCKNX HayK

THOMHO-CEeNTUYEeCKUX Npoleccax. PazpaboTanbl
TEXHUYECKUe YCIIOBUS, YTBEP>KAEHbI MHCTPYKLIUN
110 MeAULIMHCKOMY IIPUMeHeHUI0. [Ipou3BOACTBO
OCYIIECTBJISITIOCh HA HOBOCMOMPCKOM (phapM3aBojie.

B ocHoBe mexaHusma aericteus copoentos CYMC-1
JIESKUT U3BJIEY€HNE TOKCUYECKUX METAOOIUTOB, MU~
KPOOHBIX KJIETOK, TOKCUHOB M3 04ara MopakeHUst
(Bocrnanenue, oXor, TpaBMUPOBaHHbIE TKaHU). Cop-
OLIOHHbBIE CBOMCTBA NPOSIBJISIOTCS B IETUAPATALIN
TKaHel U crienduyecKkoi copoIuy KUCIIbIX MeTa-
60JIMTOB, YTO NPUBOAUT K MOBbIIEHMIO pH B ouare
MOpakKeHUS U O1aroNpUsATHO BAMSET HA TEUEHUE T1a-
TOJIOTMYECKOTO IIPOLIECCa, IOTEHUMPYS LEeNCTBUAE
JIeKapCTBEHHBIX CPeLCTB. Bo3nelicTBue copbeHnTa
OIIpeEesieTCsl CIOCOOHOCTBIO CBSI3bIBATh U BHIBO-
IVTb U3 OPraHMU3Ma TOKCUYECKUE ITPOIYKThI U3 MECT
€ro MpusoxeHus (KpoBb, 1MMda, paHeBble TOBEPX-
HOCTH, >KeJIyLOYHO-KUIIEeYHbIH TPaKT). [TokazaHo,
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YTO CaHOTE€HHbIE CBOWCTBA COPOEHTOB BO3PACTAIOT, My, MeJuluHe KaTacTpo@d, BOEHHO-II0JIEBOM
€CJIM Ha TIOBEPXHOCTb COPOEHTA HAHOCSTCS aKTHUB- Tepanuu, Ipu 0XXorax, UHPEKIMOHHBIX 60Jie3-
Hbl€ UHTPEIUEeHThl — aHTUOMOTUKH, (PEPMEHTEI, Ce- HSX U OP.

pebpo, INTU, MeIb, IUHK U JIP.

3anpoc Ha MHAYCTpUaJIbHOE MApTHEPCTBO: pas-
Cop6eHTBl MOTYT IPUMEHSTHCS B PA3JIMYHBIX pPaboTKa OMBITHO-TIPOMBIIIJIEHHOTO PErjaMeHTa,
06J1aCTSAX MEJUIIMHBI: XUPYPrUU, TOKCUKOJIO-  BHEJPEHME TEXHOJIOrnU Ha npennpustusx VIl

TEXHOJ10I'mA U3rotoB/IEHNA MOONDOUNLMNPOBAHHBIX COPEEHTOB

anMeHﬂeMaﬂ HaMW TEXHOJIOMMA OCHOBaHa Ha MCMO/Ib30BaHMM 6e30MacHOro cop6eHTa B KayecTBe HocuTenda ong
AO0CTaBKN aKTUBHbIX KOMIMOHEHTOB B 30HY Heobxoamnmoro Bos3gencTems. bazosbi C0p6eHT npeancraBnqaeTt cobom
KOMMO3ULMIO OKCUAA aNtoMUHUS U KPEMHUN-OPraHWYeCKOro nosmMepa. B KauyecTBe aKTUBHbIX KOMMOHEHTOB MOoryT
6bITb MCMO/Ib30BaHbI KaK HaTypasibHble KOMMOHEHTDbI, TaK N aKTUBHble XUMNYEeCKMe BellecCTBa.

o ©

[ J
N e 9 .y“/ .
o - > — - -

TN D" ..ﬁ‘:

Takasi KOMMO3ULMS NO3BONSET 06bEANHUTD OYMLLAIOLME CBOWCTBA COPOEHTA C AENCTBUEM aKTUBHbBIX KOMMOHEHTOB,
co34aBas CPeAcTBO C ABOMHbBIM HanpaBeHNeM AeNCTBUSA — COPOEHT HEMTPaNM3yeT Ha CBOE NOBEPXHOCTU TOKCUHbI,
6aKTepuu, BUPYChl, CObUpas nx U3 oKpy»katoLen cpedbl, @ aKTMBHbIE KOMMOHEHTbI, HANPOTUB, BbIXOAAT C MOBEPXHOCTU
copbeHTa, oKa3blBasi CBOW CNeLManm3npoBaHHbIn b eKT.

BO3MOXHOCTU NMPUMEHEHUA MOONOUNLIMPOBAHHBLIX COPBEHTOB

TexHonorusa nony4vyeHua MO,EI,VICbVILI,MpOBaHHbIX COpﬁeHTOB npuMeHaeTca ana
CO34aHNA NPOAYKTOB MO TPeM HanpaBleHNAM NPaKTUYeCKOro NnpuMeHeHna:

MNMpownseoacTeo MNMpounseoacTeo MpounsBoacTBO
NleKapCTBEHHbIX CPeacTB rMrmeHnYecKnx BeTEepPUHapPHbIX
M KOCMETUYECKUX CPeacTs npenaparos
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NMPOPLIBHbLIE PASPABOTKMU

MHCTUTYTA XVIMM‘-IEleOM BENOJI0TI I
N OYHOAMEHTAJIbHOM MEOVUWMHBLI CO PAH
B OBJTIACTU BUODOAPMAL EBTUKHA

N BUOMEOWLUNHBI

®depnepanbHoe rocyfapcTBeHHoe
6o KeTHoe yupeXkaeHune HayKu
MHCTUTYT XuMunyeckoii buonormm

M pyHOAMEHTaNbHON MeANLUHBbI
Cunbupckoro otaenernus Poccuiickoi
aKageMuu Hayk,

r. HoBocmbupck, np. AkageMumka
JlaBpeHTbERQ, 8, 630090

MbiwHbI OMuTpuin Bnapmmuposuy
OMpPEeKTOop, YneH-KoppecnoHaeHT PAH,
[LOKTOP XMMUYECKUX HayK

Ten. (383) 363-51-51, pyshnyi@niboch.nsc.ru

NXBEOM CO PAH saBnseTcs ofHUM U3 JULEPOB
cpely POCCUICKUX MHCTUTYTOB 6MOJIOTMYECKOTO
npo¢uis B 0671aCTU pa3paboOTKA HOBBIX CUCTEM
MOJIEKYJISIDHON IMarHoCTUKU U 6uodapmaneB-
TUYECKUX IIPENapaToB HANPABJIEHHOTO AEHUCTBYS,
a TaKKe Pa3/IMYHOIO TUIA «YMHBIX» MaTe€pUasoOB
Y METOZIOB J1J15 GOMEIMIVHBIL.

B ocHOBe Takux paspabOTOK JIEKUAT LeJIbIi psif,
OPUTMHAJIbHBIX METOM0B U I1aTGOPMEHHBIX pellie-
HUH, CO30AHHLIX COTPYIHMKAMU UHCTUTYTA. Han-
6oJibIIME YCTIEXU HA ITyTU BHEJIPEHUS B TpaKTU4e-
CKO€ UCII0JIb30BAHME JOCTUTHYTHI I10 CIIEAYIOIAM
HarpasjieHusIM QyHIAMEHTaJIbHbIX U OPUEHTHUPO-
BaHHBIX UCCENOBaHUIMN:

1. CpencTBa Tepanuu OHKOJIOTMYECKUX 3260~
JIEBAHUM HAa OCHOBE OHKOJIUTUYECKUX BU-

pyCOB.

2. CpenctBa 60pb6bI C 6aKTepUaIbHBIMU UH-
¢dexunsmu Ha ocHOBe 6akTepruodaros.

3. Tlpemapatr Ha OCHOBE I'yMaHU3UPOBAHHOTO
aHTUTEJIA IJ1s1 9KCTPEHHO! NMPOPUIAKTUKU
U Tepanuu KjemeBoro sHuedanura.

MbIWHBbIN

Omutpuin BnagnMmnposuy,
OMpeKTop,
yneH-koppecrnoHaeHT PAH,
OOKTOP XMMUYECKUX HayK

4. HoBble 6MOCOBMECTUMbIE MaTepuaJibl 4Jjid
TKaHEeBOU WHXEHEPUU U peFeHepaTHBHOﬁ
MEeIOUIHBI.

5. CoBpeMeHHbIE CUCTE€MbI MOJIEKYJISIPHOM 1a-
THOCTVIKY HYKJIEMHOBBbIX KUCJIOT (HK): 1151 BbI-
SIBJIEHUS MHQEKIMOHHBIX areHTOB; Pa3ny-
HOTO TUIIA TOYe4HbIX MyTauui B HK; cuctema
napasiiesIbHOrO aHaIu3a HabOpOB MapKepOB
IL7151 KOPDPEKLMU TEPANNY OHKOJIOTUYECKHUX 3a-
60J1€BaHNMI1; HOBbIE METOJbl ¥ CUCTEMBI aHa-
quza JHK u PHK B r1oJIHOreHOMHBIX 1 MEeTa-
F€HOMHBIX UCCJIEJOBAHUSIX 1 MHOTOE IIPYTO€.

6. HoBble HU3KOMOJIEKYJIIPHbIE COENVHEHUS
17151 TPOQUIAKTUKY U T€PAUU BUPYCHBIX
1 6aKTepUAJIbHBIX MH(PEKIUIA.

7. bBUOMeIUIIMHCKUE TEXHOJIOTUU BOCCTa-
HOBJIEHVSI HOPMAJIbHOM KUIIEYHOU MUKPO-
(nops! yesnoBexa.

8. ONIUrOHYKIEOTUIHbIE ar€HTbhl U METOIbI
COOPKY reHeTUIeCKUX KOHCTPYKLIMI.

OcTaHOBMMCSI Ha HEKOTOPBIX U3 MJIaTOOPMEHHBIX pe-
LIEHWIA, CO3IaHHbIX coTpyaHUKamu UXBEOM CO PAH.
MHCTUTYT XMMHUYECKON OMOJIOTUY U (PyHIAMEH-
tanbHOM MepuuuHsl CO PAH, 'HII BB «BekTop»
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PocrniotrpebHanzopa B naptHepcTBe ¢ OO0 «OHKO-
crap» (pe3ugeHT «CKOJIKOBO») pa3paboTau npo-
TUBOOIYXO0JIEBOE JIEKAPCTBEHHOE CPEACTBO Ha
6ase pexkombrHaHTHOro mramma VV-GMCSF-Lact
BUpYCa OCHOBaKLUHbL. [Ipenapar rnpegHa3HayeH
1711 Tepanuyu paka MOJIOYHOI xese3bl. OHO cOo-
3/1aHO Ha OCHOBE MHAKTUBUPOBAHHOIO PEKOMOU -
HaHTHOTO Bupyca ocnoBakuuHbl VV-GMCSF-Lact.
BriepBble B MUpe B IPOTUBOOITYXOJIEBbII IIpenapar
BBE€JIEH T'€H, CUHTE3UPYIOLIMI 6eJI0K-yOUiiLly paKko-
BbIX KJI€TOK. [Ipsambix anamoros VV-GMCSF-Lact
HeT HU B Poccumy, HU 32 PyOesKoM.

Bupyc, nonazgas B OpraHu3M, HaXOJUT OMyXOJie-
BYIO KJIETKY, 3apaXaeT ee 1M HaYMHAeT TaM pas-
MHOXATbCs (TIPU 3TOM 3[10POBbIE KIJIETKU OCTAIOTCS
He3aTpoHyThIMU). C OHO CTOPOHBI, OH IIPOYLIA~
pyeT 6eJiKu, yOMBalIIne 3Ty KJIETKY, a C APYroi —
yCIeBaeT B HEll Pa3MHOKUTBCS U, TIOTIaZasl B KPO-
BOTOK, HAUMHAET PACIIPOCTPAHSITHCS II0 OPraHU3My
Y MICKaTb JIpyrue MuiieHu. Jlekapcto 3(pdeKkTrBHO
YTHETAaeT OCHOBHYIO OITyX0Jlb, UIIET U MOJABJISIET
POCT METACTa30B U SIBJIIETCS, 110 CyTU, CaMope-
MJIMIYPYIOMUMCS ¥ CAMOTIPOLYLIPYEMBIM.

Knunuueckue ncnbiTanus nepeoro B Poccuu npo-
TUBOOIIYXOJIEBOTO NIPErNapara, CO34aHHOro Ha 0C-
HOB€ F€HHO-MOJUQPUIAPOBAHHOIO OHKOJIUTU-
YEeCKOTo Bupyca, craproBanu B 2022 rony. Ux
poBOAAT B HanjnoHaslbHOM MEIULMHCKOM MC-
CJI€0BATEJIbCKOM LIEHTPE OHKOJIOTUU MMEHU
H.H.TlerpoBa B Cankr-ITleTepbypre.

JlekapCTBEHHO YCTOIUMBbIE GAKTEpUU B HACTOSIILEe
BPEMSI CTAJIU I7100aJIbHOM Yrpo30ii. [lepCrieKTMBHBIM
MIOZIXOZIOM K PELIEHHUIO IIPOOIIEMBI SIBJISIETCSI [TPUME-
HeHre 6akTeprodaroB — BUPYCOB, BbI3bIBAIOIINX M-
6eJib 6aKTEPUIl, HO HE CIIOCOOHBIX 3aPa3UTh YE€JI0-
Beka. dary He BbI3BIBAIOT MOOGOYHBIX 3PPEKTOB U HE
TOKCHUYHBL B OT/IM4Me OT aHTUOUOTUKOB GaKTepPHO-
(pary NOpa>katoT KOHKPETHBII B, 1 IITaMM GaKTepuit
¥ TIO3TOMY He HapyIIaloT HOPMAaJIbHYIO0 MUKPO(]IIOpY.

CotpypHuku NXBOM BblAeININ U OXapaKTepu-
30BaJi YHUKaJIbHbIE 6akTepuodaru, 3(pPeKTuB-
Hbl€ TIPOTUB IIMPOKOTO CIIEKTPa aHTUOMOTUKOPE-
3UCTEHTHBIX baKkTepuil — Acinetobacter baumannii,
Citrobacter freundii, Enterobacter cloacae,
Enterococcus faecalis/E. faecium, Klebsiella
pneumoniae, Proteus mirabilis, P. vulgaris,
Pseudomonas aeruginosa, Staphylococcus aureus,
S. epidermidis, Stenotrophomonas maltophilia.
OnpepesieHsl M IPOAHATU3UPOBAHBI TIOJIHBIE T'e-
HOMBI 6akTeprodaroB, MPoOAHAIN3UPOBAH CIIEKTP
UX X035€B, U3y4YeHbl aHTUMUKPOOHbIE CBOICTBA.
13 oxapakTepr30BaHHBIX 6AaKTepUOQaroB COCTaB-
JieHsl ¢aroBble KOKTENIIM, B TOM YMCJI€ YHUKAJIb-
HbIU nosiucnenupuieckuil KOKTensb, cogepKa-
muii 6akrepruodaru npotys 11 BULOB MaTOreHHbIX
6aKkTepuii, BKJIOYas HELABHO PAaCIPOCTPAHUB-
IKXCSl BO30yAUTE €l HO30KOMUAJIbHBIX NHEK-
1. Takke pa3paboTaHa 1 oIpob6oBaHa METOIKA
[IepCOHANN3UPOBAHHOTO NIPUMEHEHUs IIpenapa-
TOB 6akTeprodaros. V1cronb30BaHUE €€ B KIIMHUKE
obecneuunsio MojHoe usnevyenue 75-80 % maiu-

JlekapcTBeHHbIM NMpenapaT Ha 6a3e pekoMbuHaHTHoro wrtamMa VV-GMCSF-Lact Bupyca ocrnoBaKLUWHbI



€HTOB C CUHAPOMOM [1abeTU4eCKON CTOIbI, 3a-
6osieBaHNs KOTOPBIX ObLJIA BbI3BAHbI PE3UCTEHT-
HBIMU 6AKTEPUSIMU, U aHTUOMOTUKOTEpanus ObL1a
6esycnemHoi. [lepcoHanM3UpOBaHHOE TPUMEHE-
Hue 6akTepro¢aroB 0Kasaaoch 3PEKTUBHbIM IPU
Jle4eHUY THOMHO-CENTUYECKUX SI3B IIPU CUHIIPOME
IMabeTU4eCKO! CTOIbI, MH(EKUMii ocaeonepa-
LIMOHHBIX PaH, MH(QEKIMI OPraHOB AbIXaHUS U Bbl-
IeJINTEJIbHBIX OPTaHOB.

B naboparopuu MOJIEKyISPHOM MUKPOOUOJIOTUN
VHcTuTyTa XUMUYECKON OMOJIOTUN U (PYHIAMEH-
tanbHON MeaunuHel CO PAH paspaboTaH MHHO-
BaLIMOHHBIN Npenapar «DHuemao» 1Jis JedeHus
Y IPO(PUIAKTYKY KJIEIEBOTO 3HLe(pannTa, O4HOTO
13 HanboJee NMaTOT€HHBIX [AJIs1 YEJI0BEKA BUPYC-
HBIX ar€HTOB Ha Teppurtopuu Poccuiickoit Gene-
pauuu. [IpenapaT He UMeeT aHaJIoroB 1o A dex-
THUBHOCTH, OTKPBIBA€T BO3MOXXHOCTb 3(PPEKTUBHON
DKCTPEHHOU TPOQPUIIAKTAKY U JIEYEHUSI BUDYCHOTO
KJIEII€BOTO 3HLUedanuTa. «DHuemad» CKOHCTPYU-
POBaH Ha OCHOBE I'YMAaHU3UPOBAHHOTO aHTUTEJIA,
CO3JIJaHHOTO METOJIAMU CUHTETUYECKON OMOJIOTUM.
AHTUTEJIO IPEICTABIISIET COO0N UMMYHOTIJIO0YINH
4YeJIOBEKA C BCTPOEHHBIM B HETO (PPAarMEHTOM U3
MBIIIMHOIO QaHTUTEJIA, IPOYHO CBSI3bIBAIOIIVM BU-
PyC KJIEleBoro sHuedannura. YpoBeHb ryMaHN3a -
LAY aHTUTEJIA, T.€. €r0 CXOACTBA C aHTUTEJIAMU,
MOJIy4EHHBIMU €CTECTBEHHBIM 00pa3oM B Opra-
HU3Me 4YesIoBeKa, — 98,2 %. Takue aHTUTEIA ITPaK-
TUYECKY HE BBI3BIBAIOT Y Y€JIOBEKA KaKUX-JINOO0 10~
OOYHBIX pEaKL U

BMOMEOVNUMHA N ®DAPMAKOIOTUA

JJokJIMHUYeCKre MCIBITAaHUS Npenapara Oblau
NpoBeJeHb MHCTUTYTOM Ojyaropapsi KOH-
TPaKTY, 3aKJII04EHHOMY B paMKaX rOCITPOrpaMMbl
«®apma-2020» ¢ Munnpomroprom Poccuiickoi
denepauuu. B xone uccnaenoBaHuii JOKa3aHo, 4YTO
Ipenapar He TOKCUYEH [1JIsl SKUBOTHBIX 1 HE BbI3bI-
BA€T Y HUX QJJIEPTUYECKUX peakUUui. «DHIeMabd»
obecreynBaeT 3aluUTy OT 3a00J1€BaHNS MOJIEJIbHBIX
JKUBOTHBIX, UHQULMPOBAHHBIX COTHSIMU JI€TaJIb-
HBIX J]03 BUpYyCa KJIEIEeBOro sHuedannTa, u npu
3TOM TPEOYIOTCS O3UPOBKU B COTHU Pa3 MEHbLINE,
4YeM JI03MPOBKY KOMMEDPUYECKOTO CHIBOPOTOYHOTO
uMMyHorno6ynuHa. B 2019 rogy npaBa Ha «DHIe-
Mab» rpuodbpesa papmaleBTUYECKass KOMIIaHUS
AO «DapmacunTes», KOTopast IJIAHUPYET OpraHu-
30BaThb IPOU3BOJCTBO IIPEIApaTa U ero KJInHu4e-
CKU€ UCIIBITAHUSI.

B na6oparopuu opranudeckoro cuHte3a MX6OM
CO PAH paspaboTaH 1 3an1aT€HTOBAH Psifl OPUTU-
HaJIbHBIX aHTUOAKTEPHAJIbHBIX IPENApPaTOB Ha OC-
HOBE€ KaTMOHHBIX aM(pUPUIBHBIX CTPYKTYP, 00J1a-
JAIOMMX pUOOHYKIIEA3HOM aKTUBHOCTBIO. B oT/im4ne
OT aHTUOMOTUKOB JAHHbIE COEIVMHEHUS BO3LE-
CTBYIOT Cpa3y Ha HECKOJIbKO OAKTE€PUAIbHBIX MU-
II€HEN, YTO 3HAYUTEJILHO CHMUKAET BEPOSITHOCTh
BO3HMKHOBEHUSI PE3UCTEHTHOCTU. [IpoBeieHHbIE
IIpeABapUTeJIbHbIE NCCIEOBAHMSI [I0KA3a/IM BbICO-
KYIO aHTUOAKTEPUAJIbHYIO aKTUBHOCTb B OTHOLIEHUN
IIMPOKOTO KPyra B TOM YMCJIE aHTUOMOTUKOYCTOM -
YMBBIX MITAMMOB IPaMOTPULIATEJIbHBIX U TPAMIIO-
JIOKUATEJIbHBIX MUKPOOPTraHM3MOB. OTHOCUTEJIbHAS

CunHTtesaTtop JHK/PHK ASM-800
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IIPOCTOTA CUHTE3a B COYETAHNN C BO3MOKXHOCTBIO
MOJIy4Y€HNs Ha UX OCHOBE THUOPUIHBIX CTPYKTYP
C U3BECTHBIMU AaHTUOMOTUKAMU JEJIAE€T 3TU COEOM-
HEHN$1 IePCIIEKTUBHON I1aTGHOPMOI 1151 CO3IAHNUS
BbICOKO9()(PEKTUBHBIX AHTUOAKTEPUAJIbHBIX IIPETIa-
PaToB [1J1s1 HY>K[], BETEPUHAPUU.

Yuensie UXBOM CO PAH COBMECTHO C KOJjie-
ramMmu u3 HanuoHanbHOTO MEULUMHCKOTO HUCCIle-
ZIioBaTenbcKoro eHtpa (HMUL) umenu akagemuka
E.H. MemankuHa Mun3apaa Poccutickon enepa-
MY pa3paboTasu MOKPBITHE [J1 CTEHTOB COCYZ0B
(MaTpuKC), KOTOPOE 3aKPBIBAET BCIO CTEHTUPYEMYIO
00671aCTb COCYZA U 10 33JAHHOM IPOrPaMMe BbICBO-
060>KJaeT JeKapcTBeHHbIe cpencTBa. CTEHTHI C Ta-
KAMU TIOKPBITUSIMU TIPEJINI0JIaraeTcs UCIOJIb30BATD
B COCY[IUCTOM XUPYPruu [Jis NOBblIEeHUs 3P PeK-
TUBHOCTH NPOLEYPbl CTEHTUPOBAHUSI, @ UMEHHO
17151 IPEOTBpaleHNsI TPOMOO30B U CTEHO30B B 00-
JIACTU CTEHTUPOBAHUS U HIDKE 110 KPOBSIHOMY PYCILy.

MarTtpukcsl, co3naHasie B UXBOM CO PAH
Y TIpe/lHa3HaYeHHbIe [1JIs1 U3TOTOBJIEHUS TOKPHI-
TUI1 CTEHTOB, U3TOTABJIMBAIOTCSI METOLOM DJIEK-
TpocnuHHUHTA. OHU COCTOST U3 HATIOJTHEHHBIX

JIEKapCTBOM (TIaKJIMTAKCEJIEM UJIM CUPOJIMMYCOM)
BOJIOKOH AuameTpom 0,5 MKM, KOTOpbl€ YKPbI-
BAIOT CHAPY>XU BECb CTEHT U PACTATMBAIOTCS [IPU
€ro yCTaHOBKE, IPUXMUMAsSICh KO BCEH MOBEPX-
HOCTU CTEHTUPYEMOIO Y4acCTKa apTepuu. DTu
MaTPUKCHl 06ecneunBaoT GU3NIeCKuil 6apbep
MEX]y KPOBBIO U CTEHKOM apTepuu; B CUJly CBOEN
IIOPUCTOCTU OHM HE BJIUSIIOT HA TPAHCIOPT 610~
MOJIEKYJI, HO IPEIOTBPALAIOT IPOHUKHOBEHUE
KJIETOK (KPOBHU K CTE€HKE U KJIETOK MU pparmMeH-
TOB CTE€HKH) B KDOBOTOK.

Marepua’bl NOKPBITUSI 06ECIIEUYNBAIOT €T0 XOPO-
IyI0 6MO0- ¥ TEMOCOBMECTUMOCTD, a CIIEUaIbHO
pa3paboTaHHBIN IU3allH BOJOKHA — HOByX(das-
HO€ BBICBOOOXEHUE JIEKAPCTB U3 TAKUX I1OKPbI-
TUI: CHayasa GBICTPO, KOTJa HaZo KyIUPOBaTh
OCTPBIN 3Tall BOCIAJIIEHUS, U MEJIJIEHHO BIIOC/IE-
CTBUH, KOTAa HEOOXOIUMO OOPOTHCS C XPOHUYE-
CKUM BocnajseHrneM. [T0CKOJIbKyY J1eKapCTBO BBICBO-
60>KJ1aeTCs BO BCIO 3aHATYIO TIOBEPXHOCTh COCYya
U 10 33[IaHHOM MpPOrpamMme, yJanoCh YMEHbIIUTh
€ro KOJIMYECTBO B NOKPLITUM CTEHTOB 00JIee 4YEM
B 100 pa3 o cCpaBHEHUIO C KOMMEPYECKMMU 00-
pasliamMu [OKPLITUI CTEHTOB.

TeCTVIpOBaHl/Ie MOHOKJTOHA/TbHbIX aHTUTEN



CTeHTbI C MOKPITUSIMU, BbICBOOOKIAIOMIIMY TAKIIM-
Taces1, y)Ke UCIbITaHbl HA )KUBOTHBIX U IIPOJEMOH-
CTPHPOBAJIY OYEHb XOPOLINE PE3YJIbTATHL B TE4EHUE
MEPBBIX MECSILIEB IPAKTUYECKN HE 06Pa30BbIBAJIOCh
pyOLIOBOM TKaHHU, a nocye e€¢ GOopMUPOBAHUS He
ObLIO TEHAEHLIMY K POCTY B OTJIMYUE OT FOJIOMETA~
JINYECKUX CTEHTOB, B KOTOPBIX HAGJII0JAIOCH MO~
CTOSIHHOE JIMHENHOE 3apacTaHue [IPOCBeTa COCya.
CTEeHTBI C NOKPBITUSIMU, COIEPKAMMMU CUPOJIMIMYC,
HaxoJSITCS B IIPOLIECCE UCTIbITaHus. B ciyvae yenem-
HOTO 3aBepIIE€HNs dTara UCC/Ie0BaHNS PYHKIMO-
HUPOBAHUsI CTEHTOB in vivo 6yyT cpOpMyJIMPOBaHbI
JayipHeIIe PEKOMEHIALIAY 110 TIPOXOXKAEHUIO UC-
MBITAHNI CTEHTOB C JIEKaPCTBEHHO-HAIIOJIHEHHBIM
MOKPBITUEM, HAHECEHHBIM METOJJOM 3JIEKTPOCIIAH-
HUHTA, C 11€JIbI0 UX UCIIOJIb30BAHNS B IPAKTUYECKON
COCYUCTON XUPYPIUM.

B uHCTUTYTE aKTUBHO Pa3pabaThIBalOTCsI [IOAXOIbI
K HalpaBj€HHOMY KOHCTPYUPOBAHUIO OJIMTOHY-
KJ€OTUIO0B C 3aJaHHbIMU CBOMCTBAMU. JIM3aliH
(PYHKIMOHAJIBHBIX OJINTOHYKJIEOTUO0B U UX IIPOU3-
BOJIHBIX OCYIIECTBJISIETCS B TOM YKCJI€ HA OCHOBE
KOMIIBIOTEPHOTO aHainu3a. Co31aHbl HOBBIE TUIIBL
anasnoros JJHK /PHK — ¢ocdopunryaHuiuHOBbIE
1 M€3UJIbHbIE OJIMTOHYKJIEOTHIbI. [TIoTEeHIIMANIbHO
OHU IIPEJLICTABISAIOT COO0M NIAaTGOPMEHHOE pele-
HUeE [JIg CO3[AaHUs T€H-HallpPaBJIEHHLIX NIpenapa-
TOB, aHTUCMBICJIOBBLIX OJIMTOHYKJIEOTULOB.

B MHCTUTYTE XMMUYECKOHN 6M0I0TUY U PyHIaMEH-
TanbHOU MeaunuHbl CO PAH paspaboTraHa u 3a-
pEerucTpupoBaHa TECT-CUCTEMA [IJIs OIl€PaTUBHOMN
IUarHocTvukyu KopoHasupyca SARS-CoV-2. B oc-
HOBE TECT-CUCTEMBI — METOJ, U30TEPMUYECKON
ammmdukanuu LAMP, ¢ TOMOIIpI0 KOTOPOTO BbI-
asygerca BupycHas PHK. YyBcTBuTenbHOCTh Me-
TOJa OY€Hb BBICOKA, IIPU OTOM OH IPEBOCXOIUT
TpaguuuoHHyo [P 1o HafgeKHOCTU U CKOPOCTHU
aHasnu3a. BeinosiHeHne Tecta 3aHuMaeTr 40 MUHYT,
YTO B JIBa Pa3a MEHbLIE BPEMEHU, 3aTPAYNBAEMOTO
Ha [11IP. B pesysbTaTe yBEJIMYMBAETCS KOJIUYECTBO
TECTOB, BbIIIOJIHSIEMBIX JIAO0OPATOPUSIMU.

Ilns mpoBeneHus TecTa He TpebyeTcsl LOpOo-
roCTOSIero o60pyn0BaHusl, YCTAaHOBJIEHHOTO
B CTallMOHApHBIX JabopaTtopusx. B mepcnek-
THBE METOJMKA MOXET ObITh MCIIOJIb30BaHa JIJId
AKCIpeCcC-AUarHOCTUKU BHE CTEH CHelnaau3upo-
BaHHbIX J1a00PaTOPUIL, HAITPUMED, IPSIMO B TEPMU-
HaJle aspoIopTa, y NocTennd 60apHOro U T.4. [To-
IOGHOE TECTUPOBAHUE TMO3BOJIUT KaK BBISIBISATH
MalMeHTOoB Ha paHHe! cTaguu UHOEKIMH OJ1s M0~
cienylouleil Tepanuu, Tak U IPEPbIBATh BIUTEMU-
YeCcKUe LIEMOYKY, CHUXKASL CKOPOCTh PacIpoCTpa-
Henusg SARS-CoV-2.

BMOMEOVNUMHA N ®DAPMAKOIOTUA

TecT-cucrema 3apeructpruposana B PocsnpaBHag-
30p€ 1 JOMNyLIeHa K 00pallleHUIO0 Ha TEPPUTOPUU
Poccutickoit ®enepaunu. B Hos6pe 2021 roma VH-
CTUATYT MOJIYYUJI PETUCTPALMOHHOE yIOCTOBEPE-
HME Ha MeIULIMHCKOe uszgenue «Habop peareHToB
IlJIs1 Ka4yeCcTBeHHOro BoiaBiaeHus PHK kopoHnasu-
pyca SARS-CoV-2 13 Ma3KoB HOCOTJIOTKY U /WU
POTOIJIOTKY 4YeJsloBeKa». KoMMepYeCKnM MnapTHe-
pom UXBOM CO PAH crano OO0 «CoBpeMeHHble
JabopaToOpHble TEXHOJIOIUU», PACIIOJIOKEHHOE
B HayKkorpaze KosbLoso.

KitoueBble KOMIIOHEHTBI, UCIIOJIb3YEMbIE B IIPO-
M3BOJICTBE, cresaHbl B Poccuu. B pazpaboTke uc-
10J1b30BaHbl OPUTYHAJILHBIE BICOKOYCTONYVBBIE
K uHrubutropam pepMeHTHbIE TIpenapaTsl, paHee
nosydenHsle B UXEPM CO PAH. TIpenen o6Hapy-
JKeHust cocrasiset 2,5x104 konuit PHK xopoHaBu-
pyca SARS-CoV-2 B 1 MJ1 aHaIM3upyemMoro oopasua
1pu 66ICTPOM romoreHHoM Belgesnenuu PHK c no-
MolIIpl0 pazpaboraHHoro peareHta NA-FAST, Bxo-
ISILIET0 B COCTAaB HAbOpa peareHToB.

B UXBOM CO PAH paspaboTaH 1 BHeJpeH 3 PeK-
THBHBIN 1 6€30MaCHBIN CII0CO6 BOCCTAHOBJIEHNS
HOPMAaJIbHON MUKPOQIOPbI KUIIEYHUKA — Iepe-
cajika (TpaHCIJIaHTaLMsl) MUKPOOUOTHI. C IIOMO-
1[bI0 NI€PeCasIKy JiedaT CUHAPOM pa3fpakeHHON
KUIIKY (C IUapeey Uiy 3arnopamu), meraboande-
CKUI CUHJPOM, XPOHUYECKUE BOCMAJUTEIIbHbIE
3260J1€BaHUSI KUIIEYHUKA, KIIOCTPUAUAJIBHYIO UH-
(dexuuio u anneprum.

Kpome toro, IHCTUTYT aKTUBHO BHELPSET B 1C-
CJI€J0BATEJIbCKYIO NPAKTUKY HOBbIE MOJXO0[bI
K OpraHM3alyuy Hay4YHbIX UCCJIEN0BAHUM, TAKUE
Kak civil science (rpaxpaHckas HayKa), 103BO-
JIA1011as BOBJIEYDL B IIPOEKTHYIO NEATENLHOCTD
6oJsibmive obiecTBeHHble rpymnimsl. Tak, UXEOM
CO PAH cran opranu3atopoM IPOEKTa I10 IrPak-
IaHCKOM HayKe 11t geter «OXOTHMKU 32 MUKPO-
6aMu», OTKPbITHE-OPUEHTHPOBAHHOM ITPOTrPaMMBbl
[lJ1 WIKOJIBHUKOB 6-11-X K71aCCOB, KOTOPHBIE I10]
PYKOBOJICTBOM HACTaBHUKOB cOOMpasnu o6pasiibl
13 OKPYKaIOIIEN Cpelbl U BBIAEIISAINA U3 HUX MU-
KpoopraHusmbl. Ha gaHHBII MOMEHT UHCTHU-
TYT pe€ann3yeT UCCJIENOBATEIbCKYIO IPOTPAMMY
«Bcepoccuiickuil atiac MOYBEHHBIX MUKPOOPra-
HMA3MOB KaK OCHOBA [1JI [I0MCKa HOBBIX IIPOTHUBO-
MUKPOOHBIX [IPOAYLEHTOB U GEPMEHTOB C YHU-
KaJIbHBIMU CBOVICTBaMU» B pamkax QenepaibHON
Hay4YHO-TEXHUYECKOW IIPOTPAMMBbl Pa3BUTUS re-
HETUYECKUX TexXHoJiorui Ha 2019-2027 rogel rpu
nogaep>kke MUHUCTEPCTBA HAYKU U BBICLIETO 06-
pazoBaHus Poccuiickoit Peneparyiy B
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CMOCOB BbISIBNEHUS
MYTALIUM 2282DELA4,
R501X, R2447X B N'EHE
®UNATTPUHA (FLG)

[MPN BYJIbFAPHOM UXTUNO3E
N ATONMMHECKOM OEPMATUTE

QdepepanbHoe rocyfapCcTBEHHOE
6l0aXKeTHOEe Hay4YHOoe yuperkaeHune
«DepepanbHbii UCCNeaoBaTeIbCKUN
LeHTp chyHAAMEHTaNbHOM

N TPAHCNALMOHHON MeANLUHbBIY,

yn. Tumakosa, 2, r. HoBocmnbupck,
630117

HayuHo-1ccnepoBaTeNbCKUN MHCTUTYT
Tepanum n NpoduIakTU4YecKomn
MeaunumnHbl — unuan QegepanbHoro
rocyfapcTBeHHOro 61oa>KeTHoro
Hayu4Horo yuypexgeHusa «DenepanbHblii
nccnenoBaTenbCKUM LeHTp MHCTUTY T
uutonormm n reHetnku CO PAH»,
npocnekT AkageMuka JlaBpeHTbeBa, 10,
r. Hoeocnbumpck, 630090

MakcumoB Bnagumup Hukonaesuu

npodeccop, 3aBenytoLmin nabopaTopmnen MosieKynapHo-
reHeTUYeCKUX UCCNefoBaHNI TepaneBTUYECKMX 3a601eBaHui
HUNTTIM, poKTop MeaULMHCKUX HayK

Ten. +7-913-903-44-89, medikl1@mail.ru

BoponaeBa EneHa HukonaeBHa

BeAyLMIA HayYHbI COTPYOHWK N1abopaTopum MONeKyIsipHO-
reHeTUYecKnX UccrefoBaHnn TepaneBTUYeCcKMX 3aboeBaHuli
HUNTTIM, poKTop MeaULMHCKUX HayK

MBaHoBa AHacTacust AHgpeeBHa

CTapLMii HayYHbI COTPYLHMK TabopaTopun MOSIEKYNIIPHO-
reHeTUYeCcKMX NccrefoBaHni TepaneBTUYEeCKMX 3abo1eBaHUn
HUWNTIM, KaHanAaT MegUUMHCKUX HayK

BoeBopga Muxann MeaHoBuy

onpektop OULL OTM, akagemuk PAH, npodeccop,
[OKTOP MEAMUMHCKUX HayK

Ten. (383) 274-95-80, director@frcftm.ru

depepanbHoe rocyfLapCcTBEHHOE
6loa)keTHoe obpa3oBaTesibHOe
yuypeXkaeHue BbICLIEero
obpasoBaHua «HoBoCcMBUpPCKMA
rocynapCcTBeHHbIN MeOULNHCKNIA
yHuBepcutTeT» MUHUCTEpPCTBA
34paBooxpaHeHnsa Poccuinckoii
®epepauunmn, KpacHbili npocnekT, 52,
r. HoBocmbupck, 630091

MapuHkuH Uropb Onerosuy

npodeccop, pektop PreOY BO HIMY Munsgpasa Poccuu,
LOKTOP MeAMLIMHCKUX HayK

Ten. (383) 222-32-04, rector@ngmu.ru

Makcumoea KOnua BnagumuposHa
npodeccop, 3aBeayoLmni Kadenpo MegUuUMHCKON reHeTUKM
1 6uonorum Orb0Y BO HIMY MuHspgpasa Poccun, pokTop

MeONLUMHCKUX HaYK

CeeuHukoBa EnenHa BnaguMmnposHa
npodeccop Kadeapbl AepMaTOBEHEPONOrU
n kocMeTonorum OreQy BO HIMY Muusgpasa Poccun,

OOKTOP MeOAMUUNHCKNX HayK


https://ngmu.ru/
https://frcftm.ru/
https://iimed.ru/

MakcumMoB

Bnagumnp Hukonaesuny,
npodeccop, 3aBenyoLLUN
nabopaTtopuen MONEeKyIAPHO-
reHeTUYeCKNX UccnepoBaHuin

TepaneBTUYECKMX 3aboneBaHui,

OOKTOP MEOULMHCKNUX HayK

Hannuue myranuin 2282del4, R501X, R2447X cy-
MIECTBEHHO BJIMSET Ha TAaKTUKY BeJEeHUS Nalu-
€HTa (B Tepanuio N00aBJSIIOT SMOJIEHTHI [JISI 3a-
MeleHus: QyHKLIUU KOXXHOTO 6apbepa, CHIDKAIOT
IJIMTEJIbHOCTb IPUMEHEHNUS TJIIOKOKOPTUKOUIOB,
WHTMOUTOPOB KasbliMHEBPUHA). [lepconndunupo-
BaHHBIN N10JIX0J], OCHOBAaHHBII HA 3HAaHUU 3THUOJIO-
TMYECKOY OCHOBBI Pa3BUTHS 3a00J1€BaHUS Y KOH-

o (2]

BMOMEOVNUMHA N ®DAPMAKOIOTUA

MeTopa no3BongaeT 6bICTPO
DeTEeKTUPOBaTb OCHOBHblE MyTaLuUu

B reHe ¢ounarrpuHa (FLG) Ha
CTaHAAPTHOM OTEYEeCTBEHHOM
o6opypoBaHun. B rpynne 60sbHbIX
By/ibrapHbIM nxtmosomy 71 %
O6Hapy>KeHbl YKa3aHHble MyTaLUM.
Mpun aTtonnyeckum pepmarturte
OaHHble MyTauun 3apermncTpUpoBaHbl
y 16-25 % 60nbHbIX.

KPETHOTO MalMeHTa, TI03BOJISIET ObICTPEE JOOUTHCS
PEMUICCUU U YBEJINIUTH €€ MTPOAOKUTEIbHOCTD 32
CYeT yMeHbUIeHUs BJIMSHNS OCHOBHOTO ITPOBOLU-
pytouero ¢gakropa — nedeKkTa KOKHOro 6apbepa.
[Tatent PO N2 2673804.

JJOCTYIHBIX aHAJIOTOB B BUJI€ TOTOBBIX TECT-CUCTEM
Ha PbIHKE HeT (IIPeACTaB/IeHbl TOJIbKO pa3padboTky) M

1. SnekTpodoperpamma MyTauum 2282del4.

2. dnekTpodoperpamma myTtaumii R501X, R2447X.
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TEXHOJ1IOIM'MA MOJIEKYNAPHO-

FrEHETUMECKOU OAUATHOCTUKMU

CEMEWHOW MMEPXOTECTEPUHEMMM METOIOM
TAPIETHOI'O BBICOKOINPOMN3BOOUTEJIBHOI'O

CEKBEHNPOBAHWA

HayuHo-nccnepoBaTenbcKui
WHCTUTYT Tepanuu

M NpodunaKkTU4ecKomn
MeaUUUHBbI — unman
®epepanbHOro rocyaapCcTBEHHOroO
O104>KeTHOro Hay4Horo
yupexxpeHus «QepepanbHblii
nccnenoBaTenbCKUM LLEHTP
MHCTUTYT UMTONOTrUU U FEHETUKMU
CO PAH»,

np. Akagemuka JlaBpeHTbeBa, 10,
r. HoBocmbupck, 630090

LWaxTwHenpep EneHa BnagpumuposHa
3aMecTutenb pykosoautena HAUTIIM no HayuHol paboTe,
BeAyLMIA HayYHbIX COTPYOHWK NabopaTopum MONeKynsipHO-

reHeTn4yeCKux VICCJ'IeJJ,OBaHVIVI TepaneBTUYECKNX 3360ﬂeBaHl/Ilz,

KaHAMAAT MEAMLMHCKUX HayK
Ten. (383) 373-10-68, shakhtshneyderev@bionet.nsc.ru

MBaHowyk uHapa EBreHbeBHa

Hayu4HbIl COTPYAHMK Nnabopatopum
MONEKYNIAPHO-FEHETUYECKNX UCCIef0BaHNI
TepaneBTU4Yecknx 3abonesaHuin HUATMIM

Ten. (383) 363-49-63*3301, dinara@bionet.nsc.ru

B HUATIIM — cbunmnane OULL
«HCTUTYT UNTONOrUU N FEHETUKMU
(UUnI) CO PAH» pa3paboTaHa
TEXHOJIOMNSA MONEKYNAPHO-
reHeTU4YeCKoOW OUarHOCTUKMU
ceMenHOoM rmnepxonecTrepuHeMmm
MeTO[O0M TapreTHoro
BbICOKOMPOU3BOANTENBHOIO
CEKBEHMPOBaHMUS.

MBaHowyK OuHapa
EBreHbeBHa,

Hayu4HbIN COTPYOHUK
nabopaTopuun MONEKYNSIPHO-
reHeTUYeCcKnX nccnepoBaHun
TepaneBTUYECKUX
3aboneBanuii HUMATIM

Cemeiinas runepxosectepunemus (CI'’XC) — 3a-
6oJsieBaHME, 00YCJIOBJIEHHOE I'PYIION reHeTu4e-
CKUX J1€(PEKTOB, IPUBOSIINX K CHYDKEHUIO CKOPO-
CTH y[aJIeHUs JIMIIONPOTENHOB HU3KOM IIJIOTHOCTH
13 KPOBOTOKA U BBIPQXEHHOMY IOBBIIIEHUIO KOH-
LeHTpauuu xojectepuHa B kpoBu. CI'XC Bxogut
B UMCJIO HanboJiee paclpoCTPAHEHHBIX BPOXAEH-
HBIX META00JINYECKUX HAPYLIEHU, BCTpeYaeTcs
y opHoro u3 135-250 yenosek. CI'XC onacHa paH-
HVM Pa3BUTHUEM OCJIOKHEHMH, TAKUX KaK MIIEeMU-
yeckas 60J1€3Hb CepAla, aTePOCKIEPOTUYECKOE
IIOPaXKEHUE COCYLOB MO3ra U apTEpPUN HUKHUX
KOHe4YHOoCTeN. CpeHMI BO3PACT KIMHUYECKUX
NPOSIBJIEHMI ULIEMUYECKON 60JIE3HM CEPALA — [0
45 51eT y My>K4MH U 10 55 JeT y )XeHuH. Hecmo-
TPsl Ha PaCIpPOCTPAHEHHOCTb ITOTO 3a00JI€BAaHNUS
U JOCTYIIHOCTb 3(P(PEKTUBHBIX METOMOB JIEUEHMS,
CI'’XC 4acTo ocraeTcs He JMarHOCTUPOBAHHOM U HE
JIEUEHHOM, 0COOEHHO y feTel. TapreTHoe CexBe-
HUPOBaHVE — UHCTPYMEHT ObICTPOI U SKOHOMUU-
Ho¥t nuarHoctuku CI'XC. B HUWTIIM — ¢punuane
NIul' CO PAH paspaboTaHa aBTOpCKas aHEeJb
T€HOB JJI51 MOJIEKYJISIPHO-TEHETUYECKON JUarHo-


https://iimed.ru/

ctuky CI'’XC ¢ UCToIb30BaHUEM TaPTETHOTO BBICO-
KOTEXHOJIOTUYHOTO CEKBEHUPOBaHU. MeTop mo-
3BOJISIET [10A,00PATH MEJMKAMEHTO3HYIO TEPAIIUIO
C yYETOM IIE€PCOHAIM3UPOBAHHON MOJIEKYJISAPHO-
reHeTuyeckor mHpopmauuu. JJaHHBII COCOO
TakKe 3GPEKTUBEH 1Ji MOATBEPXIEHUS HalM-
YKsl UM OTCYTCTBUS IIATOT€HHBIX MYTaLUKI Y PO~
CTBEHHUMKOB IaLIMEHTOB. TEXHOJIOrMA BHEJIPEHA
B KJIMHWYECKyI0 NpakTuky HUWTIIM — ¢unuana
WIul’ CO PAH.

[IpencraBneHa 3aBepiieHHas pa3paboTKa: OT Mpo-
BeJIeHUs NCCIIE0BAaTEIbCKUX PaboT 40 BHEIPEHNUS
MeTOJja B KJIMHUYECKYIO ITPAKTUKY C OKa3aHUEM Me-
IUIMHCKON IIOMOIIM NanyeHTaM. Yactu meToza 3a-

BEVOMEONLIMHA N ®DAPMAKOJIOIMA

IIMIIEHBL: CBULIETENbCTBO Poccuiickoit Genepanymn
0 rOCylapCTBEHHON perucrpauuu 6asbl JaHHBIX
N2 RU 2017620408.

O6nacTb MMPpUMEHEHN S TEXHOJIOTUN — IIEPCOHAJIN -
3UPOBaHHAA ME€NLIVHA.

3anpoc Ha MHOYCTPpUAJIbHOE NIAPTHEPCTBO: I0PU-
IAYECKUE JINLA, UMEIOIIYE BO3MOKHOCTb KaK He-
[IOCPEICTBEHHOTO (PMHAHCUPOBAHUSI COBMECTHBIX
JIaJbHENMNUX pa3paboToK, Tak U paboTalomiye no
norosopam Ha HMOKP, ¢ nesnbio copuHaHCUpOBa-
HYS COBMECTHBIX JA/IbHENIINX Pa3paboTok M

KACKAOHbIN FTEHETUYECKUA CKPUHWUHI CEMEMHOWM MMIMEPXOJIECTEPUHEMUN

O

= m

O_

O O

7‘ MpobaHg

O MauneHTbl — HocUTeNn BapuaHTa rs879255191

. My>kunHbl, nepeHeciumne IM B BospacTe go 53 net

Morn6 B Bo3pacTte oo 40 net

Y npob6aHpa onpepeneH pegKkuii BapuaHT B perynsaiTopHoM painoHe reHa LDLR, npu panbHelweM
obcnenoBaHUM Yy poaCTBEHHUKOB NMpobaHaa BbIAB/IEHO HapyLlleHWe NMNMOgHoro obMeHa n Hannume
naTtoreHHoro BapuaHTa B reHe LDLR, B ToM uncne y Tpex peteii B Bo3pacte mnaguwe 10 ner,

YTO NO3BOJIAET NPOBOAUTL MepPBUYHYIO NpodunakTnky CC3.
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MOAOTBEPXXOEHWA OAMATHO3A CEMEMHOM M’IMEPXOTECTEPUHEMUU

LDLR
45-60%

PSCK9 1% ~_APOB 5%

PekoMeHO0BaHO NpoBefeHVE MOJIEKY/IAPHO-FEHETUYECKOIO UCCief0BaHus.
BonblwnHcTBO cnyvyaeB 3abonieBaHUA 06yCcNoB/EHO NAaTOreHHbIMKN BapuaHTamu reHos LDLR,
APOB, PCSK9. BbIcCOKOTEXHOJIOTMYHOE CEKBEHMPOBaHWE NO3BOJNISAET BbIIBUTb HOBble BApUaHThl,
ACCOLMMPOBAHHbIE C PAa3BUTUEM CEMENHOW rnunepxonectepnHemMmmn, y 35-45 % naumeHTos.




BMOMEOVNUMHA N ®DAPMAKOIOTUA

CNnocCob BbIABJIEHMA
MYTALLMNM p.L265pP B rEHE MYDSS

DepepanbHoe rocygapcTBeHHoOe
6l00)KETHOE Hay4YHoe yuperKkaeHune
«DepepanbHbii UCCNedoBaTeIbCKUN
LeHTp dbyHOaMeHTanbHOM

M TPAHCAALMOHHON MeaULNHbBI»

yn. Tumakosa, 2,

r. HoBocmnbupck, 630117

BoeBopa Muxaunn MBaHoBuY

onpektop OUL, OTM, akagemuk PAH, npodeccop,
LOKTOP MEAULMHCKMX HayK

Ten. (383) 274-95-80, director@frcftm.ru

depnepanbHoe rocyfLapcTBEHHOE
61o0a>KeTHoe obpa3oBaTesibHoe
yupeXkaeHue Bbicliero obpasoBaHusa
«HoBoCMbBUpPCKNIA rocynapcTBEHHbIN
MeOULUUHCKUIA YHUBEPCUTET»
MuHUCcTepcTBa 34paBOOXPAHEHMUS
Poccuiickoit ®epepauun,

KpacHbili npocnekT, 52,

r. HoBocnbupck, 630091

AreeBa TaTbsiHa ABrycTtoBHa

npodpeccop Kadenpbl NaTONOrM4YecKkon aHaToOMUKn
Ore0y BO MI'MY MuHzgpaea Poccun,

[OKTOP MEAMLIMHCKUX HayK

YypkuHa Mapusa UropeBHa

acnuMpaHT Kadegpbl Tepanuu, reMaTosiornm

1 TpaHcdysmonorum OMNK u MrB ®re0y BO HIMY
MuH3gpaBa Poccuu,

Mocnenosa TatbsiHa MBaHOBHa
npodeccop, NPOPEKTOP Mo Hay4HoW paboTe
Oreoy BO HIMY MuHsgpasa Poccun,
LOKTOP MeAULIMHCKUX HayK

YacTHoe yupexkaeHue
3[0paBooOXpaHeHnsa «KnnHuyeckasn
6onbHuua «PXXO-MeguumnnHa»
ropona Hosocmbupck»
BnagumupoBckuii cnyck, 2a,

r. Hosocmbupck, 630003

Hay4yHo-nccnepoBaTenbCKui
MHCTUTYT Tepanunu

M nponNaKTUYeCKon
MeaVLUMHbl — unman
®epepanbHOro rocyaapCcTBEHHOIo
6100 >KETHOIr0 Hay4YHOIr0 yupeXxaeHus
«DepepanbHbll UCCNenoBaTeIbCKURA
ueHTp MIHCTUTYT umtonorum

n reHetnkun CO PAH», npocnekT
AkapneMuKa JlaBpeHTbeBa, 10,

r. HoBocmbupck, 630090

MakcumoB Bnagumup Hukonaesuu

npodeccop, 3aBeayoLLmii nabopaTopuein MoNeKynsapHo-
reHeTUYeCKnNX I/ICCJ'Ie,D,OBaHl/I[;I TepaneBTUYECKNX 3abonesaHui
HUWTIIM, poKTop MeaMUMHCKUX HayK

Ten. +7-913-903-4489, medikl1@mail.ru

Boponaesa EneHa HukonaeBHa

BeAYLUMIM HayYHbIN COTPYAHUK NabopaTopum MONEKYIAPHO-
reHeTu4YecKmnx MCCﬂeﬂ,OBaHMM TepaneBTUYECKUX 3360ﬂeBaHl/IIZ
HUWTIIM, pokTop MegMUMHCKMX HayK

lNypakeBa AHHa AneKkcaHApoOBHa

MNaALWmniA HayYHbli COTPYAHWK nabopatopum
MOJEKYAPHO-reHETUYECKNX NCCIIe[0BaHNI TepaneBTUYeCcKmnX
3aboneBaHunit HUMATIIM

MenbHukoBa EnnzaBeta CepreeBHa

MNAALWUA HayYHbl COTPYAHWK nabopaTopum
MONEKYNAPHO-reHeETUYEeCKNX VICCﬂe,D.OBaHMVI TepaneBTUYECKNX
3abonesaHunin HANTTIM

MBaHoBa AHacTtacua AHppeeBHa

CTapPLWMIA Hay4YHbIN COTPYAHWK TabopaTopun MOSIEKYNSPHO-
reHeTUYeCKMX UCCefOoBaHUM TepaneBTUYECKMX 3a601eBaHN
HUNTTIM, KaHaAnaaT MeOULIMHCKUX HayK

KapnoBa Buktopua CepreesHa
Bpay-rematonor YY3 «KnuHunyeckaa 6onbH1La
«PXXO-MeguumHa» . HoBocnbupck»
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dnekTpodoperpamma MyTaumm p.L265P
B reHe MYDS88.

MN306peTeHmne oTHOCUTCH

K 06/1aCTU MeANLUHCKOU reHeTUKM,
MOJIeKYyNAPHOM 6MON0OrMm U MoXKeT
6bITb UCNOJZIb30BAHO B OHKOJIOMUU
M remaTosiorum gns 6biCcTporo
BbiSIBJIEHUS PEKYPPEHTHOMN
MyTauuu p.L265P B reHe MYD88
Ha CTaHAAPTHOM o6opypoBaHUU

B LUMPOKOMN KNNHNYECKOM
npakKTukKe.

[Togapngomee 60JLMUHCTBO C/y4aeB 06HaApy-
keHust MYD88 p.L265P npuxoauTcst Ha reMaro-
JIOTUYECKUE 37I0KAYECTBEHHBIE HOBOOOPA3OBAHMSL.
OTOT (pakT BakeH 11 aupdepeHnnanbHON nua-
THOCTMKMU OIYXOJIEN C JIOKAJIN3alUeN B IEHTPAJIb-
HOI HEpBHOU cucteme. Hannune myranuy MYD88
p.L265P nomoraeT oTIMYMTh BAPUAHTHI FEMATOJIO-
TMYECKUX OITyXOJIEN, UMEIOMINX CXOXKUE /TIEPEKPBI-
BaIOLIMeECs KIMHUYECKUE NIPOSIBIIEHUS U [IATOMOP-
(posiornyeckyo KapTUHY, HO Pa3in4yHble TOAXO b
K T€paluy 1 IIPOTHO3.

Crioco6 npuMeHNM Ha CBeXe3abpaHHOM, 3aMO-
poxkeHHOM 6uomarepuane, FFPE-o6pasiax, B Tom
4YUCJle apXUBHBIX, 00JIbIIASI YACTh (PArMEHTOB
IOHK xoTopbix nMmeeT ajauHy okoso 200 m.4H. Ila-
TeHT N2 2756909.

Cnioco6 60J1e€ 4yBCTBUTEJIEH 110 CPAaBHEHUIO C U3~
BecTHbIM MeTonoM [P — ITJP® ananuza FFPE-
00pas1oB; SIBJASETCS MPOCTHIM, BBITIOJHSETCS
B T€Y€HME 2 IHEN HA JOCTYIIHOM B KIMHUYECKON
IIpakTHKe 060pynoBaHuy M



BMOMEOVNUMHA N ®DAPMAKOIOTUA

TEXHO/T0IN'MA IUATHOCTUKMU
U NeEPCOHA/TIMZUPOBAHHOMU

TEPAINMUUA

MOHOIEHHbLIX ®OPM CAXAPHOI'O OUABETA

HayuHo-nccnenoBaTenbCKUin
MHCTUTYT Tepanunm

M NponNaKTUYECKOM
MeanUUHBbI — unman
®epepanbHOro rocyaapCcTBEHHOro
6104 KETHOIO HAYYHOI O YUYpeXKAeHuUs
«DepepanbHblit UCCNefoBaTeNbCKUN
ueHTp MHCTUTYT umTonornm

n reHetnkun CO PAH», npocnekT
AkapgeMuKa JlaBpeHTbeBa, 10,

r. HoBocmbupck, 630090

Pbimap OkcaHa OMuUTpmneBHa

rnaBHbIM HAYYHbIN COTPYAHMK, 3aBeaytowas nabopatopuei
KMHUKO-MONYNSLMOHHBIX U MPOUNIaKTUYECKMUX
nccnenoBaHuii TepaneBTUYECKUX M SHOOKPUHHbBIX
3abonesaHuin HUATIIM, noKTop MEANLMHCKNX HayK

Ten. (383) 229-2745, rymarod@bionet.nsc.ru

LLlaxTwHelipep EneHa BnapumupoBHa

3aMecTutens pykosoautena HANTIIM no HayyHol paboTe,
BeAyLLMIA HayYHbI COTPYAHUK 1abopaTopmm MOSEKYIAPHO-
reHeTUYECKMX UCCTIe0BaHNM TepaneBTUYecKmx 3a6oneBaHunii,
KaHAMAAT MeOULUMHCKUX HayK

Ten. (383) 373-1068, shakhtshneyderev@bionet.nsc.ru

OBcsaHHMKoBa Anna KoHcTaHTUMHOBHa

CTapLMii HayYHbIM COTPYAHMK NabopaTopun KIMHUKO-
MoNyNALMOHHBIX U NPOQUIAKTUYECKUX NCCTIef0BaHN
TepaneBTUYECKNX U SHOOKPUHHbIX 3abonesanunii HAUTIIM,
OOKTOP MEAMLIMHCKUX HayK

Ten. (383) 229-2745, ovsyannikovaak@bionet.nsc.ru

MeaHowyk OunHapa EBreHbeBHa

HayYHbIli COTPYLHMK nabopaTopumn
MOIeKyNAPHO-reHETUYECKUX UCCNEf0BaHNIA
TepaneBTMYecknx 3abonesanuii HAVTIM

Ten. (383) 363-4963*3301, dinara@bionet.nsc.ru

depepanbHoe rocyfapCcTBEHHOE
6l04>KeTHOe Hay4YyHoe yuYperkaeHune
«DepepanbHbIl UcciegoBaTeNbCKUM
LEeHTp dhyHAAMEHTabHO M

W TPAHCAALMOHHON MeAUNLUHbI»

yn. Tumakosa, 2,

r. HoBocmbupck, 630117

BoeBopa Muxaunn MBaHoBuY

oupektop OUL, OTM, akagemuk PAH, npodeccop,
LOKTOP MEAMUMHCKMUX HayK

Ten. (383) 274-95-80, director@frcftm.ru

[IpoBeneHne nuddepeHunanbHON TUarHOCTUKU
THIA CaxapHOro nuabera y NauyMeHTOB MJaflle
35 n1eT B 6OJILIIMHCTBE CJIy4aeB IPECTaBISAET
CJIOXKHYIO KJIMHUYECKYIO 3a7lady: MOXET ObITh
omnpenesieH caXxapHblil quabet 1-ro, 2-TO TUMOB,
LADA, MmoHoreHHble GOpMbl iuabeTa Uiy OAUH U3
yeTelpHaguarty noarunos MODY. o 80 % ciyyaes
MOHOT€HHOTO AuabeTa He ONpeAesieTCs UK Ou-
arHOCTUpPYeTCs Kak auabeT 1-ro uiam 2-ro TUIOB.
Cpenu 60JIbHBIX CaxapHBIM AuabeToM 1-ro Tumna
HeMarHOCTUPOBAHHBIN MOHOT€HHBIN AMA0ET CO-
crasingeT 10 10 % ciy4daes. [laMeHTsI ¢ caxapHbIM
IMabeToM 1-ro THIa UMEIOT aOCOJIIOTHYIO IOTPe6-
HOCTb B 9K30I€HHOM MHCYJIMHE, TOTAA KaK IIPU MO~
HOT€HHOM AuabeTe B OOJIBINIMHCTBE CJIy4aeB 3¢-
(peKTHBHBI TabJIETUPOBAHHBIE CaXapOCHMKAIOIINE
npenaparsl. [Ipy cBOEBpEMEHHOM U alEKBAaTHOM
JIAAarHOCTUKE MOHOT€HHBIX TUIIOB CaXapHOIO AU~
abeTa CHMXXAIOTCSl MaTepUaslbHbIE 3aTPaThl Ha Jle-
YeHUE U yIy4IIAaeTCsd KaueCTBO KU3HU OOJIbHBIX.
[ToaTBEpKAEHNE MOHOT€HHBIX TUIIOB J1abeTa BO3-
MO>KHO TOJIBKO MOJIEKYJISIPHO-T€HETUYE€CKUMU
MeTogamu. TexHOJIOrusl JUarHOCTUKU U NEPCO-
HAJIM3UPOBAHHON Teparuy MOHOTEHHBIX (POPM ca-
XapHOro nrabeTa M03BOJIsIeT UAEHTU(PULIMPOBATD
pas3/JMyHbIE BapUaHThl 1UabeTa, MPOrHO3UPOBATh
KJIMHUYECKOE TeUE€HUE, HAa3HAYaTh aIEeKBATHYIO
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TEpaIuIo, a TAaKKe BBISABJIATL HOCUTEJIEN MyTalUI
Cpeny POACTBEHHUKOB J1J151 [IPOBEIEHSI MEPOTIPU-
SITUH 110 PaHHEN NepBUYHON NPOPUIaKTHKe 3260~
JieBaHus. TEXHOJIOTUS BHEIPEHA B KIMHUYECKYIO
MPaKTUKy U BeinosHsiercss B HUUTIIM — ¢punuane
QUL «MucTuTyT nurosnoruu u reHetuxu (MLul)
CO PAH» B paMKax OKa3aHMsl BbICOKOTEXHOJIOTUY -
HOM MEIUMLMHCKOM NoMolu. MeTon HanpasiieH
Ha JUArHOCTUKY KJIMHUYECKUX U MOJIEKYJISIPHO-
FeHETUYECKUX JNETEPMUHAHT C MOCIEAYIOMUM
noA60pOM MEPCOHANIN3NPOBAHHON TEPaNUM.

[IpencrasneHa 3aBeplIeHHas pa3paboTKa: OT IIPO-
BEJIEHN MCCJIEN0BATENbCKUX PabOT 0 BHEADE-
HMS METOJA B KJIMHUYECKYIO IIPAKTUKY C OKa-
3aHUEM BBICOKOTEXHOJIOTUYHON MEIULMHCKON
noMouu nanueHtam. KojjiekTuBom aBTOPOB
paspaboTaH anroputm audpepeHuaIbHON A -
arHOCTHKU TUIIA CAXapPHOTro AuabeTa y NaleHTOB
MOJIOZIOTO BO3pacTa, IPUMEHEH METOJ, BEICOKO-
TEXHOJIOTMYHOTO CEKBEHUPOBAHUS C UCIIOJIb30Ba-
HHEM aBTOPCKO NTaHeJIU F€HOB 7151 AUaTHOCTUKU
MOHOTEeHHBIX popMm guabera. Criocobd Mo3BO-
JsIeT nojo6paTh MeJUKAMEHTO3HYIO T€PaluIo
C YYE€TOM MEPCOHANN3UPOBAHHON KJIMHUYECKON
Y MOJIEKYJISIPHO-T€HEeTU4YeCKON MH(OpMaLUu.
JaHHBI METOH, TaKKe dKOHOMHUYecKu 3pdek-

TUBEH [JIS1 NONTBEPXKIEHNUsI HANIUYUS UJIU OT-
CYyTCTBUSI MyTalluil Y POOCTBEHHUKOB Mallu€HTOB
C IMarHOCTUPOBAHHBIM HACJEICTBEHHbIM i1abe-
TOM. Pe3ynbTaThl BHEIPEHUS METOIA MOKa3aau
BXXHOCTb UAEHTUPUKALMYI MyTaLIAN Y TALIUEHTOB
C MATKOU 6€CCHMIITOMHOM TUIIePIIKeMUEN, 0CO~
6EHHO B IETCKOM BO3pacTe. DTOT [OAX0], UMEeeT
pelmapllee 3Ha4eHUe NJIsl ONpeNeseHus jJede-
HUS 6OJIBHOTO U CKPUHUHTOBOTO 06CIeI0BaHUS
YJI€eHOB ceMbH TalueHTa. YacTu MeTona 3amu-
IIeHbl TaTEeHTaMU Ha N300pETEeHUs U MOJIe3HbIe
mopenu P®: ceunerenbctBo PP o rocperucTpa-
uuru 6a3sl maHHbIX N2 RU2016620109, cBugeTeb-
ctBO PO o rocperucrpauuu nporpamMmmsl ayis 9BM
N2 RU2019660636.

O6sacTh NpUMEHEHUSs] TEXHOJIOTUM —IePCOHAM -
3MpPOBaHHAsl MEAULMHA.

3anpoc Ha UHAYCTPHAJIbHOE NTapTHEPCTBO: I0pU-
I4YecKue JInla, MMelole BO3BMOKHOCTb KaK He-
IIOCPeACTBEHHOTO (MHAHCUPOBAHUSI COBMECTHBIX
JaJbHENINX pa3paboToK, TaK U paboTaioimue 1o
norosopam Ha HUOKP, ¢ nenpio cobrHaHCUPOBa-
HUS COBMECTHBIX JAJIbHEUIINX Pa3paboToK M

KonnekTne aBToOpoB TEXHOMNOMMKU Ha BpydeHun focynapcTBeHHoM npemMmnn HoBocnbupckoii obnactm
3a paspaboTky MeToma, 2020 roa. Cnea Hanpaso: OBcaHHUKOBA A. K., Pbimap O. [1., Boeeoga M. U,

Meanowyk [. E., LaxTwHengep E. B.



BEVOMEONLIMHA N ®DAPMAKOJIOIMA

TUIblI CAXAPHOIO OAMABETA Y JTINL, 15-30 JIET

N

MODY &

[eHeTUYecKue

CUHAPOMBbI

CL1 - caxapHbit gnabet 1 Tnuna, CIA2 — caxapHbii guabeT BToporo tuna, MODY — ouabet
(5-10 % cnyyaeB), leHeTUYeCKNE CMHAPOMDI — OpPYrMe HacnepCcTBeHHble (hopMbl caxapHoro guabera.

NMPUMEP POOOC/TOBHbIX CEMEN MALIMEHTOB C CAXAPHbLIM OMABETOM TUIMA MODY

GCK GCK
c1113C>A/ 1327 G>A/
p.Cys371* p.Gludd3lys

]

'
|

WT/MT  SB /I WT/MT
P57

/\WT/MT
P87
WT/MT
HNF1A HNF1A HNF1A
C18C>G/ \Y €526 +1G>T c713+2T>A

p.Ser6Arg

" o -
_Q
o

NpoeHTudmnumnpoBaHbl HoBble BapuaHTbl B reHax GCK u HNF1A. CuMBonbl YepHoro useTa — NaumneHThl
c AnabeToM, CMMBOJI CEPOIO LBEeTa — NaUMUeHT ¢ npepanabetom. WT — annenb guKoro tmna;
MT — naMeHeHHbI annens; ?/? — NAUMEHT He FreHOTUMMPOBAH. ? — cTaTyc 3a6o/1ieBaHNA He onpenesneH.
SB - MepTBOpOXKaeHue.

BEPHYTbCA K COOEPXAHMIO b5
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TEXHONMOINMA NEMEHUA

3/TOKAYECTBEHHbIX HOBOOEPA30OBAHNM

«KAPAHAXAH»

®depepanbHoe rocyfapCcTBEHHOE
6l04>KeTHOEe Hay4YHOoe yuperKaeHne
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B na6bopaTtopun nHAyuMpoBaHHbIX
KNEeTOYHbIX NPOLL,eCCOB

dUL, «MHCTUTYT unToNnOrum

n reHetukn CO PAH»
pa3paboTaHa TexHonorua
neyeHus 3710KaYeCTBEHHbIX
HOBOO6pPa3oBaHUM
«KapaHaxaH», KoTopad
OCHOBaHa HA YHUUYTOXXEHUU
CTBONIOBbIX OMNYXO0J1EBbIX

KNEeTOoK U npepcTaBnsaeT cobom
WMHAMBUAYAJIbHO NOJ06pPaHHbIN
ONA KaXKA0oM onyxonu
BPEMEHHOW PEXXUM NHDBEKLUN
LMTOCTaTUKa umknodoccdammnpa
WU CJTOXKHOKOMMO3ULUOHHOIo
npenaparta Ha ocHoBe [JHK.

AKTUBHOCTb 4€JIOBE4ECKOTO OPTraHMU3Ma 3aBUCUT
OT Pa3JIMYHBIX BPEMEHHBIX IIUKJIOB (LIUPKAHBIX,
CE30HHBIX, FOJJOBBIX U T. 1.). Ha KJIeTOYHOM U MO-
JIEKYJISPHOM YPOBHE 3TO NPOSIBIISIETCS] B U3MEHe-
HUSIX, 3aBUCSIINX OT BPEMEHU B CJIOKHOM B3au-
MOZEMCTBUY CUCTEM KU3HEOOECTIeYeHUsI KJIEeTKU.
OmnyxoJib, KaK YaCThb OPTaHM3Ma, TAKXKE CIeayeT
6MOJIOTUYECKUM YacaM, a MEXaHU3MBI, 3aMyIeH-
HbI€ B OIYXOJIEBBIX KJIETKAX, TAKXKE IOABEPKEHBI
MOJIEKYJISIPHBIM CIIBUT'aM B 3aBUCHMOCTH OT Bpe-
MeHHbIX (pakTOpoB. CTaHOBUTCA BCe 6oJiee oye-
BUIHBIM, YTO yY€T BPEMEHHON AVMHAMUKU MOJIe-
KYJISIPHBIX COOBITHII BO BCEM OpraHM3Me, OpraHax,
TKaHSX, OITYXOJIM U OITyXOJIEBBIX KJIETKAaX SIBJISIETCS
KJIIOUOM K YCIIEIIHO Tepanuy pasjMyHbIX 37I0Ka-
4eCTBEHHbIX HOBOOOPA30BaHUIA.

OpHuM 13 3GPEKTUBHBIX TEPANIEBTUYECKUX 10~
XO[IOB IIPY Pa3/IMYHBIX BUAX PAKa ABJIAETCS UM~
MyHoTepanus. Ha cuity u BpeMs NPpOTHBOOIyX0Jie-
BOI'O IMMYHHOT'O OTBETA BJIMSIET CJIOKHBINA HAbOP
(akTOpOB OKpYyKawLlell Cpepbl (BKI0YAs BDEMEH-
Hbl€ LMKJIbI), COCTOSIHME XO35IMHA U 6MOoJornye-
CKr€ OCOOEHHOCTU CaMO omyxoJin. B 310 CBA3M
Obl1a BBIIBUHYTA MapajurmMa MHIUBUAYAJIbLHOTO
MMMYHHOTO CTaTyCa OpraHmsmMa Kak OTIIPaBHOM
TOYKU [IJI [TOCTIENYIOUMX UMMYHOTEPANeBTuYe-
CKMX BMEIIATE/IbCTB.

BMOMEOVNUMHA N ®DAPMAKOIOTUA

DTU HOBblE KOHLENLUU JIETJIU B OCHOBY TE€XHO-
JIOTWi1, OCHOBAaHHBIX Ha XPOHOMETPUYECKOU [0~
CTaBKe TepalneBTUYECKUX areHTOB K ONYyXO0Ju
B 3aBUCHMOCTU OT OCOOEHHOCTEH ONyXOJIEBbIX
Y UMMYHHBIX KJIETOK, 8 TaK)Xe OT UMMYHHOT'O CTa-
Tyca opraHusma. Haubosee s pKUMU U3 HUX SIB-
JISI0TCS BaKUMHANUA in situ ¥ XpoHOMeTpuye-
CKasi/MeTPOHOMHAas XMMUOTEePanus HU3KUMU
no3amu uukiodocdamuna. OCHOBHOUN OCOOEHHO-
CTbIO TPOTUBOOIYXOJIEBOTO JENCTBUS YKa3aHHBIX
MOAXOOOB SIBJSETCSI UX HE3ABUCUMOCTDH OT KOH-
KPETHO MUIIEHU WUJIA MOJIEKYJIbl. B pesysbraTte
UX IIPUMEHEHUs] UHAYLUPYETCS] UHTErpajlbHbIN
IIPOTHBOOITYXOJIEBbII UMMYHUTET U Pa3pyLIaeTCst
IIPOOIYX0JieBast aKTUBHOCTD OIyX0JIbaCCOLUNPO-
BAaHHOU CTPOMBI.

B na6opaTopuu MHAYLUPOBAHHBIX KJIETOYHBIX
npoueccos VLul' CO PAH 6b1s1 pazpaboTaH noj-
X0J, MOJIyYMBIINI Ha3BaHUe TexHosorus «Kapa-
HaxXaH». DTOT MOJAXO0]], TaK Xe, KaK U Ipeablayle
TEXHUKHU, UMEEeT XPOHOMETPUYECKUIN Xapak-
TE€P U COCTOUT M3 NPUBSI3AHHOTIO K perapaTuB-
HOMY U KJI€TOYHOMY LIMKJIaM KOHKPETHOU OIly-
XOJIM BBEJIEHUS LIUTOCTATUKA LukjIodpochamusa
U CJIO)KHOKOMITO3UIIMOHHOIO IIpenapara Ha oc-
HoBe nByuenovyeyHou JTHK. B pesysnbrare npu-
MEHEHUS TEXHOJIOTUU MTPOUCXOAUT dPaTAUKALIUSL
CTBOJIOBBIX OITYXOJIEBBIX KJIETOK M UHAYLIPYETCS
MacHITa6HbII anoNTO3 KOMMETUPOBAHHBIX OIY-
XOJIEBBIX KJIETOK.

KpaTkast HCTOpHSI U OCHOBHBIE 3TaMNbl CO30aHUS
TexHoJioruu «KapaHaxaH»

VcTtopus co3paHus TEXHOJIOTUU Havajaach
B 2006 rony Ha MOZEIM MBIIIMHON KapLMHOMBI
Kpeb6c-2 u cBsizaHa co CleAyoIUMU 3KCIEpU-
MEHTAJIbHBIMU 3TAllaMU. BblJIO YCTaHOBJIEHO, YTO
CTBOJIOBBIE OIyXOJIEBbIE KJIIETKM UHTEPHAIN3YIOT
(¢pparmenTs! asyuenodeynoit JTHK ectecTBEHHbIM
IIPMPOJHBIM MEXaHM3MOM (PUCYHOK 1). B kauecTse
MapKEePHOU MOJIEKYJIbl UHTEPHAIN3ALAY ObLI pa3-
PaboTaH U UCNOJb3YETCs 0 HACTOSIIIErO BpEMEH!
neyuenovyeyHsi JTHK-3081 TAMRA IILP mevyen-
HbIl Alul pparmeHT yesoBeKa. DTO CBOUCTBO MO~
3BOJISIJIO UTEHTUPUIIMPOBATh CTBOJIOBBIE KII€TKHU
KOHKPETHOM OITyXOJIA B MAaCCe OITyXOJIEBBIX KIIETOK
Y [IPOCJIEJUTh UBMEHEHME MX KOJIMYECTBA I10CJIE
IIPOBEIEHHBIX 0OPAaOOTOK.

MexaHn3m MHTEpHANIN3aLUK aByLenodyeynoin JHK
CBsI3aH C B3aumogencraueMm pparmeHTos JHK
C renaprH-CBS3bIBAIOLIMM JOMEHOM CTPYKTYP IJIM-
KOKaJIMKCA, XapaKTEPHBIM UMEHHO 151 CTBOJIOBBIX
OITyXOJIEBBIX KJIETOK.
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B nepBbIX dKCIIEPUMEHTAX ObLIO MMOKA3aHO, YTO
LMKJI penapauyuy MeXenouyeuHblX CIIMBOK, UH-
IyLIYMPOBaHHBIX HUKIopochamugom y Kpede-2
KJIETOK, UMeeT 12-4acoBOM NOABEM KOJIMYECTBA
IByLleTIOYeYHbIX Pa3pbiBoB (Ppaza NER), 12-yaco-
BOE IJIaTO U 12-4acoByo a3y TOMOJIOTUYHOM pe-
KOMOMHAaLMM, IPU KOTOPO¥ ABYL€NIOYEYHbIE Pa3-
PBIBBI [TIOJTHOCTBIO 3aKPbIBAIOTCSL.

Ha mepBoM aTamne, UCHojb3ysd MHOTOKpPAaTHLIE
(12-xpaTHble exxeyacHble) UHBEKLUHU MIpernapara
nBynernodyeyHon JHK mbimamM-acuuToHOCaM Ha
(poHE OAHOKPATHOTrO BBeAEeHUs HuKIopochamuga
Y NOCJeAyollell IepeBUBKU 0O0pabOTaHHBIX ac-
LUTHBIX KJIETOK B (pOpMeE COIUIHOTO rpadTra 370~
POBBIM MblIIIAM, ObLJIO OOHAPYKEHO CJENYIOILEE.
Ecnu npenapart HaTuBHOM AByuenodyey”on JHK
yesioBeKa BBOAUTH B (pasy NER (nepsble 12 yacos
OT BBeeHus nuknodochamuna s Kpebe-2 kie-
TOK), TO [IEPEBMUBAE€Mbl€ BHYTPUMBILIEYHbIE TPAHC-
IJIAHTAThl HE NIPWXKUBAIOTCA. Ecy Ty Xe caMmylo
neyuenovyeunyo JHK BBoguTh B pa3y romosio-
TUYHOU peKOMOUHALIMY, TO HUYETO HE MPOUCXO-
IUT, 1 rpaThl pa3BUBAIOTCSI HOPMabHO. C Ipy-
rO¥i CTOPOHBI, €CIM TAaKUM K€ 06pa3oM 06paboTaTh
acuut pgeyuenodyeyHon JHK cnepmel jococs, Mo-
InGUIMPOBAaHHON DMOUXUHOM, B a3y roMOJIO-
TMYHON pekombuHauuu (24-36 yacos 15t Kpede-2
KJI€TOK), TO OISTh TPAHCIIJIAaHTAThl HE MPUXKUBA-

o

1oTcs. [1pu aTom ecnu tak [IHK o6paborats aciiut
B niepBble 12 yacos (¢pasa NER), To onaTb rpadTel
HOPMaJIbHO PacTyT. B 5TOi cepuu uccies0BaHuin
II0Ka3aHa CMEPTEJIbHASI TOKCUYHOCTDb TaKOM Tepa-
nuu Kak HatuBHOM [JTHK yenoseka, Tak u mogudu-
uuposanHo# THK ciepmsl s1ococst. OKasanocsk, 4TO
TOKCUYHOCTb MopuduuupoBaHHoi JHK ciepmsl
JI0COCSI MOXKHO CYIIECTBEHHO [IOHM3UTb pa3basiie-
HUEM MOAUGDUIMPOBAHHOTO MTpenapaTa HAaTUBHOM
JOHK cnepmbl 10cocs ¢ coxpaHeHueMm adpdekra
paspylleHus IEPEBMBOYHOrO NOTEHLIMAsA 0opa-
6oTtanHoro »To JHK aciura.

[TpoBeneHHLIN aHAIN3 [10Ka3ajl, YTO TPAHCIJIaH-
TaThbl HE IIPVOKUBAIOTCS, €CIM OHU JniieHbl TAMRA+
CTBOJIOBBIX OITYXOJIEBBIX KJIIETOK, KOTOPBIE 3paULIv-
PYIOTCS U3 aCLITa IPOBEJEHHON 06pabOTKOM.

Bb1111 IpOBEpEHBI MHOTOYKCJIEHHbIE KOMOVHALYI
BBeJleHMS LuKIoQochamua 1 npenapara aByLe-
novyeyHoit JHK. O6HapyXeHO, 4TO ecyy NnocJe-
JIOBaTeJIbHO TP pasa BBOJAUTH LUKIO0DochaMus,
3anupasl pernapaTUBHBIN LUKJ KJIETOK, HAaXOsI-
IMXCS B penapanuyu MeXIenoyeyHbIX CUIMBOK,
BBeZieHueM 1ukaodocdamua 3a 4ac 10 OKOHYA-
HMSI KKJ0T0 IIPeIbIAyILIEero pernapaTuBHOIO LMK
(36 yacoB), TO acLUT MOJIHOCTBIO PE30POUPYETCSI.
Tem He MeHee B pe3yjbTaTe TaKol 06pabOTKU
MBIIIY MTOTM6AIN OT CUCTEMHON BOCHANUTEIbHON

(2]

Puc. 1. [leTeKkumsa cTBONOBbIX paKOBbIX KNeTOK No crnocobHocTu 3axBaTbiBaTh JAHK 3oHa, TAMRA TLIP

MeueHHbIN Alul hparMeHT YenoBeKa (KpacHbIn LBEeT).

1) chepa MHOXKECTBEHHOM MUEsTOMbI; 2) MbIWWHBIA acumT Kpebc-2.



peakuuu, MnMpnuieM y BbIDKHNBIINX MbIIIEN BcCeErga
BO3HUKaJIU pELNVBBIL.

AHanu3s BeIIENPUBEAEHHDBIX PE3YJILTATOB [T03BOJINII
peumuTb TpobaeMy TOKCUYHOCTH MHOTOKPATHOTO
BBeJleHUs Npenaparos asyuenoyedyHor JTHK. Mbr
MIPEAIIOJIOXKUIIN, YTO €CIIU CO34ATh CJI0KHOKOM-
IMO3ULIMOHHBIN IIpenapar, COCTOAINNA U3 YeI0Be-
yeckol THK, THK cnepmsl sjococs u moguduuu-
posanHou JIHK cniepmsl jiococs, 1 BBOJUTb TaKOM
[pernapar OgHOKPATHO B TOYKY JeMapKaluy ABYX
(pa3 penapaiyy MeXIENnoYeYHbIX CIIMBOK (18 yacos
oT BBenieHus nukinodochamuaa ais Kpede-2 kine-
TOK), TO IPOU3OUIYT cienyomuye coobTus. Hatus-
Has gsyuenodeyHas JHK yesnoBeka He OyneT na-
BaTh BO3MOXXHOCTb KJIeTKaM, HaxogsAmumcs B dpase
NER, 3aBepminTh pernapaTuBHbIM MIPOLIECC, @ CMECH
IByuenodeynon JJHK criepMbl Jlococs He JACT Ha-
4aThCs MPOLECCY TOMOJIOTUYHON PEKOMOUHALMN
B KJIETKaX «IIPOCKOYMBUINX» BO3IENUCTBUE [BY-
nenovyeynot JJHK yenoseka B ¢pase NER. Ilepsoie
SKCIIEPUMEHTBI Ha MBIIIAX-aCLIUTOHOCAX, KOTOPBIM
TPEXKPaTHO BBOOWJIM LUKIO(OcHamMum, U CI0KHO-
KOMITO3UILIMOHHbIY IIpernapar Ha OCHOBE JBYIIENO-
yeyHoi JJHK, nokasanu 100 % penykuuio acuura
Y [IPAKTUYECKU ITOJIHOE BBDKMBAHME DKCIIEPUMEH-
TaJIbHBIX )KUBOTHBIX 6€3 pa3BUTHS CUCTEMHOI BOC-
najauTenabHON peakuuu. To ecTh Obl HaliZleH He-
TOKCHUYHBIN peXUM BBeJleHUs Luknopochamuna
Y CJIOKHOKOMIIO3ULIMOHHOTO IIpernapara Ha OC-
HoBe aByuenodeyHoi JHK (Tpu pasa, npussizaH-
HOTO K PENapaTUBHOMY LIUKILY).

Tem He MeHee pelrIVBLI BOSHUKAJIN Y BCEX JIEUEH-
HBIX MBILIEN I10CJIE TIOJIHOTO PACcCaChIBaHMA aCLMTa
Ha 14-15-€e cyTKM OT Hayasia Tepanuu. Mbl OLleHUIN
COOBITHS1, IPOUCXOSIIE C KJIIETKAMU I10CTIE TAaKON
00paboTKu B nocuenyouue 9 CyTok. Bo-nepseix,
0Ka3ajioCh, YTO UHAYLIMPYETCS BCEOXBATLIBAIOIINA
arnonTo3 KOMMETUPOBAHHbIX OIYXOJIEBBIX KIIETOK.
B onpenesieHHBIN IeHb OCTATOYHbBIE OIyXOJIEBLIE
KJI€TKU cuHxpoHusupyiorcs B G2/M ¢aze kie-
TOYHOrO IMKJA. OKasaaock, 4To npoueHT TAMRA+
CTBOJIOBBIX OITyXOJIEBBIX KJIETOK B 3TOT MOMEHT Bp€-
MEHU PE3KO BO3pacTaeT. Mbl IPELIIOIOKUIIN, YTO
Bo3pocumii 1mys1 TAMRA+ CTBOJIOBBIX OIYyXOJIEBBLIX
KJIETOK NPEJCTaBIIsIeT COO0M CTBOJIOBBIE KIIETKU
Kpebc-2, nepexxuBiune Tepanuio. Bospocuii npo-
LIEHT KJIETOK 3TOro TUIa Ha (poHe KaTacTpodpuye-
CKOr'0 NaJeHUs KOJIMNYEeCTBA KOMMETUPOBAHHbIX
OIYXOJIEBBIX KJIETOK (OOIEr0 KOJIMYECTBA KIIETOK)
CBUZETEJILCTBOBATI UMEHHO O TAKOM Pa3BUTUU CO-
opiTnii. [Tosry4eHHBI pe3yIbTaT 0603HauYMII BaXK-
HENIIYI0 TOYKY Te€pamnuu, KOrga 1 OCTaTOYHbIE
KOMMETHPOBAHHbIE KJIIETKU OITyXOJIU, ¥ CTBOJIOBbIE
KJIETKA CUHXpOHU3upoBaHsl B G2 /M ¢ase.

BMOMEOVNUMHA N ®DAPMAKOIOTUA

lIuxknodochamun B 3Tol pase KIETOYHOTO LUK
JaeT MeXIeNoyeuHble CIIMBKY, HO OHU Olpefe-
JISIIOTCS KJIEeTKOM TOJIbKO B HOBOM G1 dasze mociie
MUTOTHAYECKOrO nepexona. OgHOBPEMEHHO MBI
3HaJIY, & [IOTOM [10Ka3aJIM SKCIIEPUMEHTAJIbHO, YTO
npynenoveynas JHK B ¢paze G2/M ne nonagaer
BHYTPb KJIETKU OIYXOJIM B P€3yJbTaTE€ MUTOTHUYE-
CKOTO KOJIaICa aKTMHOBOM apXUTEKTYPhl KJIETKHU.
1 TakuM 06pa3oM ObLI0 CHEIaHO NPEAOIOKEHNE,
YTO €CJIM BBECTU YETBEPTHIN pa3 LUKI0PpochaMnuy,
B CUHXPOHHYI0 G2/M ¢aay, a B ClIeyIOIIYIO 32 HEM
(pazy G1 BBECTH CIIO’KHOKOMIIO3ULIMOHHBIN NIpena-
pat Ha ocHOBe ABynenodyeyHou JHK, To MbI cMO-
JKEM «JI0OMTb» BbDKUBLIME CTBOJIOBBIE OITYXOJIEBBIE
KJIETKY Y 3aBEPIIMTDb ANONTO3 OCTABUIMXCSI KOM-
METHMPOBAaHHBIX KJIETOK onyxosu. [Ipu aToM Bpe-
MEHHOU OTPE30K MEXY BBEJ€HUEM LIUKI0POC-
(pamupa u npenapara JHK nonagan B Tpedyemyio
IJ1s1 aKTUBaLlMY pernaparuBHoro npouecca Gl/pan-
HIOIO S-(asy.

[IpoBeeHHblE DKCIEPUMEHTHl HA MbIIIAX-
aCLIATOHOCAX Y MBIMIAX C COJIMIHBIMY TPAHCILJIAH-
TaTaMU TIOKa3aJiv, YTO 75 % MbIIIEN MOJHOCTHIO
BbIJIEYMJIMCh OT OBICTPOTEYHOM HEMBIEYUMON Kap-
tyHOMBI Kpebe-2. ITpu 5ToM ~25 % Mbliiel Toruoiiu
OT CUCTEMHO BOCHIAJIMTEIbHOM peakuuy, a ~50 %
MBIIIEN MPOXUIN 4O OKOHYAHMS HAOJIIOLEHUS
(180 mHei1 OT HayasIa SKCIIEPUMEHTA) 6€3 IPU3HAKOB
OIyXOJIH, IB€ CAMKU IIPUHECIIX 3[I0POBOE IOTOMCTBO.

Ha npotsokenun 16 et uccienoBaHui ObLINA IPO-
BE€JIeHbI 0€CUNCJIEHHbIE SKCIIEPUMEHTBI CO BCEMU
BO3MOXXHBIMU KOHTPOJISIMU, KOTOPbIE COINPOBO-
KIAIT KaXAyl 9KCIEPUMEHTANIbHYIO PaboTy.
B pesysbTaTe 6GblyIa CO3/laHA TEXHOJIOTMYECKAS
nnardopma, KOTOPYIO Mbl Ha3BaJIM TEXHOJIOTUS
«KapanaxaH», 4TO O3HaYaeT Ha CAHCKPUTE «yOu-
BaIOIIUI IIPUYUHY.

Texuonorus «Kapanaxan». [IpuanunbI.

«KapaHnaxaH» sBJISIETCH YHUBEPCAJILHON TEXHOJIO-
TMEN JIEYEHNS OIYXO0JIEN PA3IMYHOM STUOJIOTUH, OC-
HOBAHHO HA YHUYTOXXEHUM CTBOJIOBBIX OITyXOJIEBBIX
KJIETOK Y Pa3pyLIEHNN CBOMCTB UMMYHHBIX KJIETOK
NOJAEPKUBATD XU3HECTIOCOOHOCTD OITyXOJIU.

[Ipy npuMeHeHuU TexHosoruu «KapaHaxan» ajis
Ka>KI0M OIyXO0JIU MTOAOUPAETCSI BpEMEHHOM PEKUM
06pabOTKM LIUTOCTATUKOM U CII0KHOKOMIIO3ULIIOH-
HbIM T1peraparoM Ha ocHoBe JJHK 1o cxeme «3+1»
(pucyHOK 2). Bpemst nepBbIX TpeX 06pabOTOK OIpe-
IessieTcs NUTEebHOCTbIO PeNapaTUBHOTO LMKJIA
OIIyXOJIEBBIX KJIETOK I10CJIe 0OPabOTKU UX KpOCC-
JIMHKUPYIOIIKAM LIUTOCTaTUKOM. OrHanbHAas obpa-
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60TKa MPOBOAMTCS] B MOMEHT CUHXPOHU3AL[UU CTBO-
JIOBBIX ONYXOJIEBBIX KJIE€TOK IIOCJI€ TPEXKPATHOM
06pabOTKM LIUTOCTATUKOM. [IpuMeHenune ykazaH-
HOT'O PEXMMAa PUBOJUT K MIOJIHOMY YHUUTOXXEHUIO
CTBOJIOBBIX OITYXOJIEBBIX KJIETOK U 3JMMUHALUN
onyxoJsu B esioM. TexHonorusi «Kapanaxan» siB-
JISI€TCS1 HOBBIM YHUKAJIbHBIM, paHEe HUTTIE B MUPE
He TIPMMEHSIEMBIM NTOJIXO/I0OM K JIE4EHUIO OITyXOJIei.

TexHoJI0rMg OCHOBaHa Ha TPEX OTKPBITHAX, COBEP-
HIEHHBIX B J1a00pPaTOPUU MHAYLUUPOBAHHBIX Kjl€-
TOYHBIX Npoueccos Mlul' CO PAH.

1. O6bHapyXeHV€e YHUBEPCAJIbHOTO 11711 HU3KOAU(-
(epPEeHINPOBAHHBIX TYMOPOT€HHBIX OIyXOJIEBBIX
KJIETOK MOJIEKYJIIPHOTO MapKepa — CIIOCOOHOCTH
3axXBaThIBaTh (PArMEHThI SKCTPAKIETOYHON IBY-
uernovyeyHou JJHK ecrecTBEHHBIM IIPUPOSHBIM Me-
XaHM3MOM U KCII0JIb3yeMOro B 9To# cBa3u JTHK-
30H1a, MedeHoro TAMRA ¢iryopoxpoMom.

2. CrioCOGHOCTD TUX JAOCTABJIEHHBIX BO BHYTPEH-
HUe KJleTouHble kKomnapTMmeHTsl JHK ¢pparmeHTOB
nHTepGEpUPOBaTh NIPOLECC PENAPALUN MEXKIE-
MIOYEYHBIX CIIMBOK TAKMM 06pPa3oM, 4TO CTBOJIO-
Basl OIyXOJIEBAs KJIETKA WUJIU TIOTUOAET, UJIKA TEPSIET
CBOM TYMOPOT€HHbIE CBOMCTBA. JIMIIEHHAs OCHOBBI
0ECKOHEYHOTO CYI€CTBOBAHUS OIyXOJb YHUYTO-
JKaeTCo 3alMTHBIMU CUCTEMAaMU OPraHU3Ma.

3. ObHapyXeHUEe ME€XaHU3Ma CMHXPOHHU3ALUU
CTBOJIOBBIX OIyXOJIEBBIX KJIETOK B YyYBCTBUTEJIb-
HOW 17151 06paboTOK (pa3e KIAETOYHOTrO LIUKIIA U UC-
M0JIb30BaHNE HaMIEHHOTO BPEMEHHOI'0 pacimca-
HUS [J15 UX 9PafUKalUu.

OcHOBHBIE NPOLEAYPHBIE 3JIEMEHTBI TEXHOJIO-
ruu «Kapanaxan»

1. Ompepnenenuie NpUCyTCTBUS B ONyXOJIW HU3-
KoauGdEPEHIMPOBAHHBIX CTBOJIOBBIX NHU-
LUUDYIOIMX ONYXOJIEBBIX KJIETOK I10 CIIO-
cobHocTtu 3axBaTbiBaTb TAMRA+ JTHK-30H.

2. OnpepesieHne BpEMEHHOTO NpopUiIs LUK
penapauuy MeXLEeNno4eYHbIX CIIMBOK, UH-
IYLUHAPOBAHHBIX KPOCCAMHKUAPYIOUMUM LIUTO-
CTaTHKOM.

3. OnpepeneHue OHS CUHXPOHHOTO BbIXOJA
(cuHXpOHM3a1Ysl) B YyBCTBUTEJIBHYIO [I7IS1 T€-
panuu Gl ¢azy knetoyHoro uukiaa TAMRA+
CTBOJIOBBIX WHULMUPYIOIUX OMYXOJIEBbIX
KJIETOK IAHHO OIyXOJIM MOCJIE IPOLeIyPhI
TPEXKPaTHOI'O apecTa JeJleHus U HaKoIljie-
HUS 3TUX KIeToK B G2/M ¢asze K1eTo4HOoro
1IMKJIa, OCHOBAaHHOTO Ha 3HAHWUY BPEMEHHOTO
npo¢uis UYKIIA pernapaluu.

- OHK ~_ S5 OHK OHK OHK

Human | S l l l
. .... l l Anor_n?(.)a. G2/M G1s AnonTto3
0t DR MK .
° .o °
° 0. ° .°

/]\ 'I\ /]\ 1-5 p,HelZ/]\
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Puc. 2. MpuHuununanbHaa cxema TexHonornmn «KapaHaxaH».

Ha nepBoM aTane onyxoneBbie KNETKU NOOBEPTalOTCA TPEXKPATHOMY, MPUBSA3AaHHOMY K LUKy penapaumm
MeXXL,eno4yeyHblX CLUMBOK, Bo3gencTeuio umnknodgocdammaa (CP) n cno>KHOKOMMNO3MLUMOHHOMO NpernapaTa
Ha ocHoBe AByuenodedHor JHK (DNAmix). B pesynbtaTte Takol 06paboTKmM NPOUCXOAUT STMMUHALNSA
60/bLLEN YaCcTW CTBOMOBBIX U MHAYLMPYETCA MacluTabHbI/ anonTo3 KOMMETUPOBAHHbBIX OMyXO0J1eBbIX
knetok. OQHOBPEMEHHO MPOUCXOAUT CUHXPOHM3ALUMWSA OCTaBLUMXCSA CTBOJIOBbIX M KOMMETUPOBAHHbIX
onyxoneBbix KneTok B G2/M. Ha BTopoM aTane npoBoantca yetsepTas o6paboTka LumnknodochaMmaom

N CNO>XXHOKOMMO3ULMOHHbBIM NpenapaToM Ha ocHoBe AByLenodedHon [HK, Takke npmBasaHHasa K
penapaTMBHOMY LIMKITY, B MOMEHT CMHXPOHHOIO HAaXOXKAEeHUS OCTaBLUMXCS CTBOJIOBbIX M1 KOMMETUPOBAHHbBIX
KneTtok onyxonun B G2/M 1 nx cuHxpoHHoro nepexoga B G1. B pesynbrate yeTBepToit 06paboTKm
MPOUCXOAUT KOHEYHAs 3paAnKaLmMs CTBOIOBbBIX OMYyXOJIEBbIX KIIETOK 1 3aBepLUAETC anonToTUYecKas
Aerpagauns KOMMETUPOBAHHbBIX OMYXO/IEBbIX KIETOK.



BEVOMEONLIMHA N ®DAPMAKOJIOIMA

Nocne Tepanuu

KOHTpPO/IbHbIE YKUBOTHbIE
P rno TexHonornum «KapaHaxaH»

KapuuHoMa Kpebc-2
B acUMTHOM chopmMe

KapuuHoMa Kpebc-2

B COnNMaHon hopme \ / \

lenaTokapumHoma -29
B aCLMTHOM chopMe

JTnmcbocapkoma RLS
B acUMTHOM dhopMe

KapuuHoMma Jibtonca

JTnmcoma A20

Puc. 3. Pe3ynbTaTbl Tepanum No TexHoornm «KapaHaxaH» Ha pas/iMyHbIX SKCNePUMEHTasIbHbIX MOOENAX
OnyXxonemn MblLW.
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4. BBepeHUe B Tepanuio 06paboOTOK CIIOXKHO-

KOMITO3MLIMOHHBIM IIPENIapaTOM Ha OCHOBE
nByuernodeynon JJHK B TOYKy gemMapKanuu
(a3 NER 1 roM0JIOTMYHON PEKOMOMHALUYI
penapaTuBHOrO IIpolecca TaKUM 00pa3oM,
YTO OJIHAa COCTABJISIIOIIAS ITpenapara OyAeT
unrepepuposarts npouecc NER, a BTo-
pas — npouecc roMoJOTUYHON PEKOMOU -
HalYY, YTO MOJIHOCTBIO JINIIUT CTBOJIOBYIO
VHULMVPYIOLIYIO OIYXOJIEBYIO KJIETKY BO3-
MOKHOCTHU IIPEOJOJIETh TEPANIEBTUYECKUN
«yZap», 4 OHa WU [IOTUOHET, NIV TIOTEPSIET
TYMOPOreHHOCTb. OIHOBPEMEHHO BBEJE-
HUE B TEPANUI0 00pPabOTKU CIOKHOKOMIIO-
3ULOHHBIM NIPENIAPATOM HA OCHOBE JIBYLIE-
novyeyHoi JHK npuseger K MaclITaGHOMY
JIM3UCY KOMMETUPOBAHHBIX OIIYXOJIEBBIX
KJIETOK.

YCI10BHO TEXHOJIOTYS pa30MBaeTCsl Ha /1Ba (pparMeHTa:

1. TlpemBapuUTeNbHBIA — ONpPEHENEHUE Bpe-
MEHHBIX [1APAMETPOB PENAPATUBHOIO LIAKIIA
U gHs1 GUHAIbHON 00pabOTKU, SpafuLupy-
I01IEeM CTBOJIOBblE MHULIMMPYIOLIME OIyX0-
JIEBBIE KJIETKMU.

2. TepamneBTUYeCKUN — 06pabOTKa OMyXOJU
C BBEIEHMEM B TEPANUIO CI0KHOKOMIIO3M -
IIMOHHOTO Ipernapara Ha OCHOBE JBYLEI0-
yeyHou [THK.

O6IH,aH CX€Ma TEXHOJIOTHM C OIIpENECIIOIINMU €€
JJIEMEHTAMU IIPUBENCHA HA PUCYHKE 2.

JlaHHas TeXHOJIOTHS JiedeHus 3710Ka4eCTBEHHBIX
HOBOOOPAa30BaHMI 6Obljla YCIEIHO allpo6MPOBaHA

—

Onepauus MNonyyeHne obpasua
onyxonu

i

Onpepenexve MNepBryHasn
TAMRA+ kneTok KynbTypa

9

PeﬂapaTMBHbllﬁ UnKn Onpe,u,eneHme BpeMeHUN CMHXPOHM3aUnn Co3,u,aH|/|e BpeMeHHOI;I CXeMbl

MHBEKLUN

BHyTpuBeHHOoe BBeaeHue uuknogochammaa (300 Mr/M2) n BHyTpmromnyxosiesoe

KnunHuka H
O6cnepoBaHue
nauumeHTa
JTabopaTopus
Pacnpepenenue
Mo KNETOYHOMY UMKy
KnnHuka

BBefeHune npenapata AHK (0,5 mr). CyMmMmapHo 2-3 Kypca ¢ nHTepBasnoM 21 geHb

Puc. 4. Cxema NMPUMEHEHNA TEXHOJTOTMN «KapaHaxaH» B KNIMHWYECKOM NMPaKTUNKe.



1 110Ka3ajsa cBOI0 3(PHEKTUBHOCTb HA Pa3JINYHBIX
SKCIIEPUMEHTAJIbHBIX MOJEJISIX, TAKUX KaK KapLuy-
HoMma Kpebc-2 mblmieil B COMUAHON U aCUUMTHON
¢popMme, renatokapuuHomMa Melen ['-29, numdo-
capkoma RLS Mblie1, ycToi4nBas K JENCTBUIO LI~
knodocamuna, kapuuaoma Jlstouca, ntumdpoma
A20, nepBUYHBIE KYJIbTYPbI IJIM00JIACTOMBI YEJI0-
BEKA, KyJIbTypa KJIETOK IJIN06IaCTOMBI YE€JIOBEKA
U-87 (Puc. 3).

OpHOM M3 0COOEHHOCTEN HOBOU TEXHOJIOTUU
SIBJISIETCSI €€ TePCOHUPUIIMPOBAHHBIN XapaKTep.
[Tpy npuMeHeHUU TexHoJioTuu «KapaHaxaH»
onpenensercs UHAUBULYAIbHBINA AJIS1 KaXXA0N
OIlyXO0JI1 BPEMEHHON peXUM 00paboTOK Kpoc-
CJIMHKUPYIOIIUM LUTOCTATUKOM U CJIOKHOKOM-
MO3ULMIOHHBIM IIPENIAPATOM Ha OCHOBE [BYLEIO0-
yeunoi [JHK, 4To HEO6X0AMMO 15 dpafuKaluu
CTBOJIOBBIX OIIYXOJIEBBLIX KJIETOK (Puc. 4).

BMOMEOVNUMHA N ®DAPMAKOIOTUA

TexHosorus 3amuineHa nareHramu RU 2662354 Cl1
ot 25.07.2018 «Crioco6 jieyeHus1 OHKOJIOTUYECKUX 3a-
6osieBanmit», RU 2595864 C1 ot 04.08.2016 «Crioco6
Jle4eHus1 acCUMTHOM opMmbl paka», RU 2542410 C1 ot
21.01.2015 «Crioco6 3pagyKalyy CTBOJIOBbIX MHUIN-
PYIOIIMX PaKOBbIX KJIETOK», RU 2530170 C1 ot 12.08.2014
«Cnocob eTeK1yy CTBOJIOBBIX PAKOBBIX KJIETOKY.

B Hacrosee Bpemst TeXHOJIOTMs «KapaHaxaH» Ipo-
XOJIUT KJIMHUYECKYI0 allpobalyio IIpU JIeUeHUU
paka MOJIOYHOM >Keje3bl. BaxkHelen Ka4yeCTBEH-
HOV XapaKTEePUCTUKOY HOBOTO MOLX0/A SIBJISIETCS
BO3MOXXHOCTb €TI0 IPUMEHEHUS B NaJIJIMaTUBHBIX,
0€eCIIepCIIeKTUBHBIX CIIY4asiX C IIOJIOKUTEJIBHOM Te-
paneBTUYECKOM JMHAMUKON BO3MENCTBUA HaA IIPO-
TPECCUPYIOILYIO OIYXOJIb (IPOTOKOJ N2 7 3aceiaHus
Yyenoro coseta HUM®KU ot 15 okTs16ps 2019 roga,
ripoTokos1 N2 120 3aceaHys JIOKJIbHOIO 3TUYECKOTO
xomuteTa npu HUMOKU ot 07 Hos16ps 2019 roga.) M
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NEPCOHAJIUBUPOBAHHDIE
TEXHOJ/TOIN'MA NPOIrHO3A
COLUMANIbHO 3HAYUMDIX
3ABOJIEBAHUU HENNOBEKA

HA OCHOBE MOJIEKYNTAPHO-IT'EHETUYECKKNX

MAPKEPOB

HayuyHo-unccnepoBatenbckuii
MHCTUTYT KJIMHUYECKOM

1 3KCMeprMeHTasIbHOM
nnMmdonorum — dunuan
®epepanbHOro rocyaapCcTBEHHOIO
6100>XKETHOro Hay4YHoro
yupexxkpeHus «QepepanbHblit
MCcCnefoBaTeIbCKUM LEHTP
MHCTUTYT UMTONOTUN N FEHETUKN
Cnbupckoro otaeneHus
Poccuiickolt akageMumm HayK»

yn. TumakoBa, 2, . HoBocnbupck,
630060

KoponeB Makcnm AnekcaHgpoBuyd
pykoBoaouTeslb cbvmmana, AOOKTOP MeONUMHCKUX HayK
Ten. (383) 332-29-59, kormax@bk.ru

PaspaboTaHHble TexHONOrnm
BHOCAT BK/1ap, B peLueHue
npo6nembl coopMUpoOBaHUSA
nepcoHnpULMPOBaHHOIo
NPOrHo3a TeyeHuns couuasibHo
3Ha4YMMbIX 3abosieBaHUM YenoBeKa,
No3BOJIAIOT ONTUMMU3UPOBATb
npocdUNaKTMKy u Bbi6paTb
paunoHanbHylo Tepanuio. B uenom
OHU HanpaBJ/ieHbl HA CHMXKEHUe
WHBaNuUau3auum n CMEepTHOCTH

OT COLMANbHO 3HAYUMBbIX
3aboneBaHnin, yMeHblUeHUe 3aTpaT
Ha neJyeHue.

Kopones Makcum
AnekcaHgpoBuy,
pyKoBoauTens counmana,
DOKTOP MEAULIMHCKNX HayK

[IpoBeneHbl MOJIEKYJISIDHO-T€HETUYEeCKUEe UC-
CJIe[lOBaHUS NPeJpPaClONOKEHHOCTU K COLU-
aJlbHO 3HAYMMBIM 3a00JI€BaHUSIM CPeAu Hace-
sneHust Cubupu. BoisiBaeHbl KOMOMHUPOBAHHbIE
reHeTuyeckue NpU3HAKHU, aCCOLMUPOBAHHbIE
C BBICOKOM Y HU3KO¥ MPEAPACIIONOKEHHOCTLIO
K Pa3BUTHUIO CaxapHOTro AuabeTa 2-To TUMA U AU~
a6eTUYeCKUX aHTMOMNaTuil, peBMaTOUAHOIO ap-
TPUTA, OCTEONOPO3a, TUMPeIeMbl, BO3PACTHOMN
MaKyJISIpHOU JeTreHepaluu u psija Apyrux 3a-
6oneBaHuil. PazpaboTaHbl TEXHOJIOTUU NIEPCO-
HUPUIUPOBAHHOTO MPOTHO3a T€YEHUSI peBMa-
TUYEeCKUX 3a60JIeBaHUl, caxapHOTro nuabera,
OCTEO0I0P03a, a TAKXKe METO/bl IePpCOHUPUIN-
POBaHHOTO OTBETA Ha TepaIuio Ha OCHOBE KOM-
IJIEKCHBIX T€HEeTU4YeCKUX Npu3HakoB. Co3naH
PUCKOMETP CEPAEYHO-COCYJUCTOTO PUCKA NP
PEBMaTOUAHOM apTpPUTE.

TexHONOrMU OCHOBAHbI HaA 6HOHH(1)OPME[U,MOH‘
HOM aHaJ/IN3€ BAPMAHTOB '€HOTUIIOB B I1OJINMOP-
(beIX JIOKyCax IMMpOMOTOPOB I'€eHOB ITUTOKNHOB,
(baKTOpOB POCTa, MAaTPUKCHBIX METAJIJIOIIPOTEN -


https://www.sbras.ru/ru/organization/37633

Ha3 U Jpyrux 61MOJ0ru4ecky aKTUBHBIX MOJIEKYJI,
BOBJIEYEHHBIX B BOCIaJleHUE, aHTMOTeHe3, aTe-
poreHes, peMoJieJIMpOBaHUE COEeAUHUTENIbHON
TKaHU U Jpyrue npoieccel. AHaJIOroB 3a py6e-
JKOM HE UMEIOT.

BEVOMEONLIMHA N ®DAPMAKOJIOIMA

TexHOJIOrMM MOTYT IPUMEHSITHCS B [IPAKTUKE ME-
IULAHCKUAX YYPEKIEHUH, OKa3bIBAIOIMX CIIE€LAa~
JIN3UPOBAHHYIO U BLICOKOTEXHOJIOTUYHYIO IOMOIIb
110 NIPOPUISAM «IHIAOKPUHOJIOTUS», «PEBMATOJIO-
TUSI», «XUPYPIUs», «0PTanIbMoIorus» u 1p. i

OAPMAKOINEHOMMKA PEBMATONOHOIO APTPUTA
MPOrHOCTUYECKUIA AJTTOPUTM BbIEOPA SO®EKTUBHOIO JTEYEHMA BOJIbHOIO

FeHoTun A
TNF-863:I1L1B-31:1L4-590:1L6-174:1L10-592
CC-CC-CT-GG-CA

l

FeHoTun B
TNF-863:TNF-238:IL1B-31:I1L6-174:1L10-592
CA-GG-TC-CC-CA

BapMaHTbl ucxopga tepanun

!

Bbicokas acbpekTnBHOCTL

l

OTtcyTcTBUE 3dhheKTa
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