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TepMuHYy «I1€pCOHATN3MPOBAHHAS MEUIMHA» YyTh Ootee 20 JeT, HO HHANBUIYAIbHbIE MOIXObI K TEPANHH NALMEHTOB CYMIECTBYIOT
yxe 6oJee cTa et. Pacmmdposka reHoma 1 pa3sute hapMakoreHeTHKHU B OC/IeAHUE AeCATUIETHS OTKPbLIN HOBblE yTH PA3BUTHS
MeJMIMHbI 1 HOBOE IOHMMAHHE NOHSATHUS «II€PCOHATU3MPOBAHHASA MeJMIMHA». B cTaTbhe Ha npuvepe HedpoiorMIecKux 3a00J1eBaHUii
(cunapom Jlennca—/Ipama, cunapom @paiizepa, runodocharemuyeckuii paxut, He)pOTHYECKHIT CHHIPOM) NMOKA3aHA BAXKHOCTH
MOJIEKYJISIPHO-T€HETHYECKOr0 00C/IeJ0BaHus 1isl MOBbIeHns 3()(eKTUBHOCTH JleyeHus U, IaBHOe, NPOMUIAKTHKH SATPOreHHBIX
no604HbIX 3(hdekToB 0T NMpoBoaUMON Tepanuu. Ha npumepe LIIOKOKOPTHKOUIHOM Tepanuu npu He)pOTHIECKOM CHHIPOME Y eTei
NPOJAEMOHCTPUPOBAHA BAXKHOCTb U3Y4YeHHS TeHeTHYeCKUX (haKTOPOB, BIMSIONIMX HA WHIMBHAYAJIbHBI (hapMakoIMHAMMYECKUIi
U hapamakokuHeTHYECKUi TPOGUIb ITIOKOKOPTUKOCTEPOUIOB.
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The term “personalized medicine” appeared only 20 years ago, but individual approaches to the therapy were known for more than a
hundred years. The genome decoding and development of pharmacogenetics in recent decades have opened up new ways for the devel-
opment of medicine and a new understanding of the concept of “personalized medicine”. The article uses the example of nephrological
diseases (Denis—Drash syndrome, Freiser syndrome, hypophosphatemic rickets, nephrotic syndrome) to demonstrate the importance
of molecular genetic examination and to improve the effectiveness of treatment and, most importantly, to prevent iatrogenic side effects
of the therapy. The example of glucocorticoid therapy of children with nephrotic syndrome is used to demonstrate the importance
of studying certain genetic factors that affect the individual pharmacodynamic and pharmacokinetic profile of glucocorticosteroids.
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unmanrbHO TPU3HAHHOTO OTIpe/ieICHUST TIepCoHa-

JU3WPOBAHHON MEIWITMHBI HE CYIIECTBYeT. TepMuH
«TIePCOHATM3NPOBAHHAS MEIUIIMHA» OBUT MCITOTH30BaH
B KauecTBe Ha3BaHuss MoHorpadum J. Kewal B 1998 .
u Havyas ynomuHatbesi B MEDLINE B 1999 1, HO Gosib-
Iasi 9acTh JINTEPATYPhI, OTHOCSIIASICS K TTEPCOHATN3N-
POBAHHOU MEIUIIMHE, YaCcTO OTIPeNesisieT ee Kak dhapma-
KOTEeHOMHUKY 1 (hapMaKOTEeHETHKY. Pa3ImuHble TepMUHBI
WCTIONIB3YIOTCS IS OMMCAHWST KOHIICIIIIMKM TIepCOHa-
JIN3UPOBAHHOW METWIIMHBI: OPUCHTHPOBAHHAS, ITOMIO0-
OpaHHasi, OCHOBaHHasI Ha TCHOTUTIC, WHINBUIYaTU3UPO-
BaHHAsI WM OCHOBaHHAs Ha WHAWBUIYATHHOM ITOIXOIE
Teparsi; THPOPMAITMOHHO 0OOCHOBAaHHAsI, CUCTEMHasl,
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reHoMHas (genomic medicine), ipeackasaresbHas (pre-
dictive medicine) uiau MenuiMHa TON 3aka3uuka (tai-
lored medicine), mpemnapaTbl T€HETUYECKOTO AEHCTBUS
(dbapmakoreHomuKa, hapMakoreHeTHKa, (hapMakoIpo-
TeOMMKa), KOMIUIEKCHOE 3[paBOOXpaHEeHUE.

TepMuH «reHOMHasi MeIMIIMHA» TIOAPa3yMeBaerT,
YTO CEKBEHMPOBAHUE TeHOMA YeJIOBeKa MO3BOJISIET MEIM -
LIMHCKOM TIpaKTHMKE BCTYMUTh B 3Py, B KOTOPOW T'e€HOM
nauueHTa TOMOXET OIPeAeIUTh ONTUMATbHBIA TTOM-
X0/l K OKa3aHUIO MOMOIIH, Oy/ib TO TPOPUIAKTUIECKOM,
NIMAarHOCTUYECKON WM TeparneBThYeckoi. OgHako Tep-
MUH <«I€HOMHasl MeIWIIMHAa» HeJIb3s CUMUTATh aJeKBaT-
HBIM CUHOHUMOM JIJISI TEPMUHA «TI€PCOHATU3UPOBaHHAs
MeIUuIIMHa», TaK KakK, TOMUMO TeHOMUKHU, TIPOTEOMHbIC
TEXHOJIOTUM U MeTabOoJIOMUKa CITOCOOCTBYIOT CTaHOBJIE-
HUIO MepCOHATM3MPOBAHHON MEIUIIMHBI [1].

IlepcoHnanu3upoBaHHasi MeIUIIMHA, TaKXKe Ha3bIBae-
Masl TIepCOHUMUIIMPOBAHHONW MEIUIIMHOMN, TPELUU3U-
OHHOW MEOWIIMHOU, WHAWBUAYAJIU3UPOBAHHOU MEIU-
LIMHOM, TpencTaBisieT CO0OW COBOKYIHOCTh METOMIOB
NpoGUJIaKTUKU MATOJOTMYECKOTO COCTOSIHUS, JTUArHO-
CTUKM U JIEYEHUs B cllydyae ero BO3HUKHOBEHUSI, OCHO-
BaHHBIX Ha WHAWBUIYaJbHBIX OCOOCHHOCTSIX MallMEHTA.
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K nmopo6HbIM MHAMBUAYATIBHBIM OCOOEHHOCTSIM OTHOCSIT
TeHEeTUYECKHE, DIUTeHETUYECKe, TPAaHCKPUIITOMHBIE,
MPOTEOMHBIE, MeTa0OJIOMHBIE W METareHOMHbIE Map-
Kephl, a TaKXKe COBOKYITHOCTh BapMaTUBHBIX (DeHOTUTTH-
YecKMX MPU3HAKOB — KaK BCEro OopraHM3Ma MalMeHTa,
TaK 1 €ro OTIEeIbHBIX TKAaHEH WJIN KJIETOK.

AKTYyaJIbHOCTb ITPOOJIEMbI TaK BBICOKA, UTO M3aaH [1pu-
Ka3 MuHucTtepcTBa 3apaBooxpaHeHuss PO ot 24 ampens
2018 1. 3a Ne 186 «O6 yrBepxkaenuu KoHuenuuu mpe-
NUKTUBHOW, NPEBEHTUBHOW W TEPCOHATM3MPOBAHHOU
MennunHb [2]. Ykazannas KoHmermus mpeacTaBisieT
c000i1 cucTeMy B3IJISIIOB HAa 0a30Bble MPUHLIMIIBI, TTPUO-
pUTETHBIC HallpaBJeHMS, IIEJM, 3aJadyu U OCHOBHBIE
HampaBJIeHUs] TOCY/IapCTBEHHOM MoauTuku Poccuiickoi
Denepaliui MO Pa3BUTHUIO MHAMBUIYATBHBIX TTOIXOIOB
K TalueHTy (B TOM 4ucie J0 pa3BUTHUS Y Hero 3aboeBa-
HUIT), OCHOBAHHBIX Ha CJICAYIOLINX TPUHIIMATIAX:

— aHaJIM3e TeHETUYECKNX OCOOEHHOCTE U MHBIX O1O-
MapKepoB C 1IeJIbIO BBISIBJICHUS TIPEIPACTIONOKEHHOCTEN
K pa3BUTHUIO 3a00J€BaHUIA, OLIEHKU BIUSIHUSI (DAaKTOpPOB
OKpYyXalollleil cpenbl Ha PUCKM BO3HUKHOBEHUSI TaKUX
3a00JIeBaHUI 1 IPUMEHEHMST COOTBETCTBYIOIINUX MPOGhU-
JIAKTUYECKUX MEP, MUHUMU3UPYIOIINX 3TU PUCKH;

— UCIMOJIb30BAHUU  TIEPCOHAIIM3UPOBAHHBIX  METO-
OB JieyeHUs1 3a00JIeBaHUIl U KOPPEKIMM COCTOSTHUIA,
BKJIIOUasi TIEPCOHAIIM3UPOBAHHOE TIPUMEHEHHUE JieKap-
CTBEHHBIX MpernapaToB U OMOMEIUIIMHCKUX KJIETOYHBIX
MPOAYKTOB (B TOM YUCJIE TAPTeTHBIX, WU MUIIEHb-CIIE-
M(pUIECKNX), OCHOBAaHHOE Ha aHaju3e TeHETUYECKUX
0COOEHHOCTE! 1 MHBIX OMOMapKepOB;

— UCIOJIb30BAaHUM OMOMAapKepOB Ui MOHUTOPWHTA
3(POEKTUBHOCTH JICUSHMSI.

UcTopuyeckasa cnpaBka

IlepcoHanu3upoBaHHasi MEIULMHA TEPUOANYECKHT
MPUBJIEKAeT BHUMAaHUE CIELIMAIMCTOB B 00JIACTU TIPO-
(punakTUKKM U JTedyeHUsT OoJIe3Hel yXKe Ha MPOTSKeHUU
0e3 Majoro TpexcoT JieT HoBeleir ucropuu. Ho ere
B JPEBHOCTM Bpayd CTajy MOJMEYaTh, YTO pa3Id4yHbIC
MpUeMbl BpaueBaHUsI, CHan0Obsl U 9KCTPAKTHI U3 JeKap-
CTBEHHBIX pacCTeHWII AEMCTBYIOT Ha JIIOAE COBEPIICHHO
mo-pasHomy. K pa3BuTHiO MHAWBUIYATbHBIX TTOIXOJ0OB
MPUJIOKWINA YCWIIMSI TIOUTH BCE BBIJAIOLINECS BpadyeBa-
TeJW aHTUYHOTO MEPUOoa, U B JaJbHENIIIEM 3TO HAIpaB-
JIEeHE aKTUBHO Pa3BUBAJIOChH.

Takoit mmogxon He HOB M g Poccum. baectsmme
BpauM TIPOILIOTO, BKJIIOYAsi OCHOBOITOJOXHUKOB OTE-
YeCTBEHHON Tepanuu, (U3MOIOTUM U UHPEKTOJIO-
run M.A. Mynposa, C.I1. borkuna, .M. CeueHoBa
W JIp., BIIOXWJIW BKJIaJ B pa3BUTHE MEPCOHAIBHBIX TTOM-
XOIOB M CO3JaHWe HOBBIX TEXHOJOTUI 00CIeIOBaHUS
u seyeHus. M.SI MynpoB pa3pabortan cxemy obOciieno-
BaHMSI OOJILHOTO, BBEJI B MPAKTUKY COCTaBJIEHUE MCTO-
puu OOJIe3HU, TIE€ paccMaTpUBaIv KaXIOro TamueHTa
KaK YHUKaJbHYIO KOMOWHAIINIO (haKTOPOB HACJIEACTBEH-
HOCTU M TIPUOOPETEHHBIX KA4yeCTB, MPOSIBIISIONIYIOCS
B crieliuUIeCKUX YCIOBUSIX KU3HM | 3].

B coBpemeHHoOi1 nuddepeHInalIbHONH TUArHOCTUKE
MaToJIOTUU TIOCJe TMOCTAHOBKU THWAarHOo3a JTOMUHUPYIO-
IIAM OCTaeTcsl TOAXOJ, HaIpaBJIeHHBIM Ha JeYyeHHe
«0oJIe3HU» KaK KOMILIeKCca CUMIITOMOB 0€3 ydyeTa 0co-
OeHHOCTEel (PU3MOJIOTUM TAlIMEHTa, €ro IICMXOCOIU-
aJTbHOTO KOHTEKCTa. DTO TPHWBOIUT B psilie CIydaeB
K OesycreniHoii 6opbde ¢ «3aboeBaHUEM» KaK ¢ AWHa-
MHWYECKHM TPOLIECCOM, TMTPU KOTOPOM WMHAMBUIYATbHBIE
XapaKTepUCTUKU MallMeHTa BIUSIOT Ha 3(P(OEeKTUBHOCTH
Teparuy U TIPOTHO3 €T0 TeYeHUs.

B 90-x romax mponuioro Beka CIEIMANCT B 00JIacTH
dyHkumoHanpHoit MeauiHbl L. Galland (CLLIA) npen-
JIOXKWJT VMTHOW TIOAXOM, TOJYYMBIIMI Ha3BaHHME «ITallACHT-
OpHUEHTUPOBAHHAsI IMArHOCTHKA U JICUeHUE». DTO MPUHSATO
CYMTATh 3apOKICHUEM TMPEIM3UOHHONW WU TIepCOHM(bU-
LIMPOBAaHHOI MeNUIIMHBL. B yKa3zaHHOI Mozenu cocTaBiie-
HMe MHOTO(hAaKTOPHOI 6a3bl JaHHBIX Ha KasKIOTO MallMeHTa
MPEIroaraeT y4eT ero OMOMIOTMYECKUX M TICMXOCOLHATb-
HbIX ocobeHHocTel. [Ipu 3TOM 00111as1 KapTUHA CKJIa/IbIBa-
eTCs U3 MHOXECTBA JIeTajleli: pe3y/IbTaTOB aHaIn3a paboThI
Pa3TUYHBIX CUCTEM OpraHu3Ma (B TOM YKCIie Ha MOJICKYIISIp-
HOM YPOBHE), HaJTMUUST HACJIEICTBEHHBIX MaTOJIOTHIA U JaKe
OIMMCaHMUsSI OCOOEHHOCTE OTHOIIIEHU B cembe. B mtore
Bpauy MHTErPUPYeT TOBeIcHUECKNE, METAOOINIECKIE, KOH-
CTUTYLIMOHAJTbHBIE, SKOJIoTnYeckue (hakTopbl ¢ (hyHIaMeH-
TaJIbHBIMM MeTomaMu  TudGepeHIIMaTbHON TUarHOCTUKYI
oomesneit [3, 4]. [Ipy 3TOM K TOHSATHIO <«IMAarHOCTHKA»
B Mozneru L. Galland Bo3BpaiiaeTcs nepBoHadYaIbHOE 3HA-
YeHUe TepMUHA «IMarHo3» (OT rpeu. «diagnosis» — y3HaTb
IO KOHIIa, TIIATeJIbHO), a TpuHLmMn M.S. MynpoBa «1ednThb
GOJILHOTO, a He 00JIe3Hb» BOILIONIAETCSI HA HOBOM YPOBHE
C TIOMOIIIBIO CaMBbIX TIEPEIOBBIX TEXHOIOTHIA [3].

MepcoHanusaupoBaHHas MeAuLMHA KaK HOBOEe
HanpasJyieHue

HoBoe HampaBieHue Hepa3pbIBHO CBSI3aHO C MOJIe-
KYJSIDHOW MEOWIIMHOW, T€HOMUKOW W TTOCTTEHOMHOW
Ouosorueil, KOTopble BO MHOTOM OOECIeYMBAlOT pas-
BUTHE COOTBETCTBYIOIIMX MHHOBAIIMOHHBIX TEXHOJIOTUIA:
KJIETOUHbIE M OMOMOJIEKYJISIPHbIE METOJbl M CpeaCTBa
MUATHOCTUKU, TIPOPUIAKTUKU, JeYeHUs U peadbuaura-
nuu. CTtaHOBUTCS Bce 0oJjiee OYEBMIHBIM, UYTO 00JACTh
CUCTEMHOU OMOJIOTMY 1 OJTHA U3 €€ BaXKHBIX AUCLIUTLIAH,
npoTeoMHKa, OyayT UrpaTh BaxKHYI pOJb B CO3MaHUU
MPOTHOCTUYECKOT0, MPO(GUIAKTUUECKOTO 1 TTIePpCOHAIM -
3UPOBAHHOTO ITOAX0Aa K MeauIuHe [5].

MeTtabonomMuKa BKIJIIOYAET camble TepeaoBbie TOJ-
XOIbl K CUMTBHIBAHUIO MOJIEKYJISIPHBIX (DEHOTUMUYECKUX
cucteM M obecrieunMBaeT WACAbHYIO TepaHOCTUYE-
CKYI0 TeXHOJIOTMYECKYIO TIaTopMy 11 0OHApYyKEHUS
naTTepHOB OMOMapKepoOB, CBSI3aHHBIX CO 3I0POBbEM
1 00JIE3HBIO, ISl UCTIOJIb30BaHMS B MEPCOHATN3UPOBaH-
HBIX TIpOrpaMMaxX MOHUTOPUHTA 3M0POBbsI U JIJIsI pa3pa-
OOTKM MHANBHUIYATbHBIX BMEIIATEbCTB [6].

MuKpounnibl — 3TO BBICOKOIIPOM3BOAUTEIbHAST TEX~-
HOJIOTHSI, TIO3BOJISIIONIAS KOJUUYECTBEHHO OTpPenessiTh
necsaTku Thicssu TpaHckpuntoB PHK B ogHoli peakiium.

POCCUVCKWIA BECTHUK MEPUHATOJIONW U MNEANATPUM, 2021; 66:(2)

ROSSIYSKIY VESTNIK PERINATOLOGII | PEDIATRII, 2021; 66:(2)




OTa HOBasI TEXHOJIOTHS OOEIIaeT BCECTOPOHHEe U3yueH1e
00JIe3HU Ha TEHOMHOM YPOBHE, MOTEHIIMAIbHO BBISIBJISISI
HOBBIE MOJIEKYJISIPHBIE aHOMaInU, pa3padaTbiBasi HOBbIC
KJIMHUYeCKre Ouomapkepsl M wuccieays 3¢h¢eKTuB-
HOCTb JIEKapCTBEHHBIX TpenapaTtoB. YTo KacaeTcst mpo-
THO3UPOBaHUS KJIMHUYECKOTO TeYeHUs 3a00JieBaHUiA,
TO TEXHOJIOTUSI MUKPOUMTIOB MOTEHIIMATIBHO MOXKET CITO-
CcoOCTBOBATh Pa3pabOTKe CJIOXKHBIX HOBBIX OMOMapKepOB,
MMOJIE3HBIX B KAYECTBE MPEAUKTOPOB 3TUOJOTUM 3a00Iie-
BaHWUSI, KCXOJIa M YyBCTBUTEJIBHOCTH K Teparnuu [3, 7].

B ocHoBe nepcoHaIM3nuPOBAaHHON MEIUIIMHBI JIEKUT
aHaJIM3 XapaKTepPUCTUK, KOTOPbIE MOXHO OOBEKTUBHO
U3MEPUTh U KOTOPbIE MOTYT CIIYXXUTh B KaueCTBE WHIU-
Katopa (U3MOJOTUYECKUX U TATOJOTUIECKUX OUOJIOTH-
YeCKMX TMPOLecCCOB Win (hapMaKOJOTMYECKUX OTBETOB
Ha TIPOBOAMMOE JIeueHUe, Ha3bIBaeMbIX OMOMapKepaMH,
a TakXke MPUMEHEHHUE TEePCOHATU3UPOBAHHBIX METOJOB
U CIOCO0OB JieueHUs 3a00JIeBaHU I M KOPPEKIIMU COCTOSI-
Huii. Pe3ynbraTsl onpeneneHust COCTOSIHUSI 0MOMapKepoB
WCTIOIB3YIOTCSI B KaU€CTBE TPEIUKTOPOB B LIEJSIX peasi-
3alMM MPUHLIMIIOB TPEIUKTUBHON MEIMITUHBI — WHIU-
BUJIyaJIbHOTO TPOTHO3a pa3BUTHUsI 3a0oieBaHuil U (MJIn)
BbIOOpa METOJ0B U CMOCOOOB JIeUeHUSI B COOTBETCTBUU
C UHIVBUAYAJIbHBIMU OCOOCHHOCTSIMM TIallMEHTa, OTpa-
>)KaeMbIMU OMOMapKepaMu.

BrisiBieHue pricka BO3HUKHOBEHUsI 00JIE3HM Ha OCHO-
BaHWU pPE3YJIBTaTOB OMpPEeIeHUsI COCTOSIHUSI Ouomap-
KEpPOB TO3BOJISIET TPEIOTBPATUTh 3a00JieBaHWE ITyTeM
TIPUHSTHS COOTBETCTBYIOIINX WHAWBUAYATBHBIX, TaKXKe
orpenesIsieMbIX COCTOSIHMEM OMoMapKepoB, Mpoduiak-
TUYECKUX Mep, YTO COCTaBJISIET OCHOBY IPEBEHTUBHOM
MEIUIIMHBI, HalleJIeHHOW Ha TIpeloTBpalleHne 3adoJe-
BaHUs WIM DPAHHIOW, JOCUMIITOMATUYECKYIO M JTOKJIM-
HUYECKYI0 MUHUMM3ALIMIO €ro MpOSIBICHUI, B OTJIMYWE
OT KOHBEHIMOHAJbHOW MEAULIMHBI, C(HOKYCMPOBaHHOM
Ha JeyeHun 6onesHeilt. [lepconnduiimpoBaHHas mpopu-
JIaKTHMKa BKJIFOYAeT TTOMCK T€HETUYECKU OOYCIOBJIEHHOM
MPeIpacrooXKeHHOCTH K Pa3BUTHIO TeX UM UHBIX 00JIe3-
Heil, TaKk Ha3bIBaeMbIX C1a0ObIX MecT opraHusma. Criemyer
BBIZICJIUTh HECKOJIbKO OCHOBHBIX HaIlpaBJIEHUM UCCIeI0-
BaHWi, KOTOPbIE MOTYT OBbITh aKTYaJIbHBIMU JIJTsI PEIIEHUST
BOIpOCa, HACKOJBKO WHIMBUIYyaJIbHbIE OCOOCHHOCTHU
YyeJIoBeKa BaXKHBI JIJISI JIEYEHUSI ¢ TOUKM 3pEHMST TIpearKa-
TUBHOI MEIUITMHBI [3].

IlepcoHanu3upoBaHHbIE  TMOAXOMAbI, OCHOBaHHBIE
Ha aHaJu3e OMoMapKepoB, HAXOMIST Bce OoJIblee TpuMe-
HEHME B TMPaKTUYECKOM 3[paBoOXpaHeHUU. B kauyecTse
MPUMEPOB MOXHO MPUBECTH HEOHATAJIbHBI CKPUHUHT
B 1IEJSIX BBISIBJIGHUSI psila MOHOTEHHBIX HAaCJEICTBEH-
HBIX 3a00JIeBaHUIi, BBIOOP [JIs1 JIEYEHUSI OHKOJIOTMYE-
CKMX 3a00JIeBaHMII TapreTHBIX JIEKAaPCTBEHHBIX IIpera-
paToB C yUeTOM MOJIEKYJISIPHBIX OCOOCHHOCTEI OTyXO0JIH,
a UMEHHO HaJIuuMsl B OIMyXOJIEBBIX KJIETKaX crienupuie-
CKOW1 MUIIIEHU IS Bo3aeicTBus [ 3].

PesynbraTel MHOTOYMCIEHHBIX (hapMaKO3MUAEMUOIO-
TMYECKUX MCCIIeIOBaHUI yKa3bIBalOT Ha HEIOCTATOYHYIO
3((HEKTUBHOCTD JIEKAPCTB MIPU Pa3INYHbIX 3a00IeBAHUSIX.

NMEPELOBAS

Tak, mo maHHBEIM BceMupHOIi opraHn3anyy 3apaBooOXpa-
HEHUsI, UCTIOJIb3yeMble B HACTOSIIIEe BpeMsl JIEKapCTBEH-
HbIe Mpernapathl HeadheKTUBHBI B cpenHeM y 40% 60iTb-
HbeiXx. Ho 3T0 mpu craHmapTHOM Moaxoje K IMailMeHTaM.
WMHauBunyanm3upoBaHHas Xe AMarHOCTUKA BO3HUKIIIETO
MaTOJOTMYECKOTO COCTOSIHUS TpeIoyiaraeT MepcoHaIu-
3UPOBAHHbBIN BBIOOp JIEKAPCTBEHHBIX CPEACTB. BbIsSIBUB
TeHETUYEeCKMEe OCOOEHHOCTM OOJIBHOTO, Bpay BbIOEpET
camblii 3pdeKTUBHBINN W 0Oe30MacHBIl IIperapar, ero
no3y. Takoit moaxon MPUMEHUM B KapAWOJIOTWH, TYJb-
MOHOJIOTUM, PEeBMATOJIOTUU, TICUXMATPUM, HEBPOJIOTHUM,
OHKOJIOTMH, TPAHCIIJIAHTOJIOTUU, IPYTUX O0JIACTSIX MEIu-
1HbL. OH HE TOJIbKO MOBBICUT 3(PHEKTUBHOCTh TEparuu
W CHUBUT YaCTOTy HeXXelaTeTbHbIX peaKklvii, HO 1 YMEeHb-
IIAT pacXoJbl Ha JOPOTOCTOSIIINE JIeKapCTBa, KOTOPBIE
MPU BMIUPUIECKOM BbIOOpPE MOTYT OKa3aThCsl HETOIXO-
ISIIVMUA IJIS JaHHOTO TarenTa [3].

BaxxHoe  HampaBieHue — MnepcoHUUIMPOBAHHOMN
MEIUIIUHBI — BBISIBJICHUE TTOJUMOPGU3MOB (BapUaHTOB)
KJTIOYEBBIX TE€HOB, OINPEACNSIIONIMX TaKTUKY OOpHOBI CO
MHoOTUMHU 3abojieBaHusMu. Hampumep, apdeKTMBHOCTH
JIeUeHUsI HEKOTOPBIX BMIIOB paKa 3aBHUCUT OT HaJWYUs
myTauuit reHoB KRAS, p53, HER2 v np. [3]. DTo HarpaB-
JIeHWe aKTMBHO pa3BMBAeTCsl B MUpPE, OOJBIIOE YUCIIO
WCCIIeIOBaHWI HaTIpaBJIeHO Ha BbISIBIEHUE TTPOTHOCTU-
YeCcKM 3HaYMMbIX OMOMapKepOB U UX COUETaHUIA, TTO3BO-
JISIIONIUX OTIPEeNeisiTh PUCKUM BO3HUKHOBEHUs 3aboiie-
BaHMI, TNPOrHO3UpoBaTh 3BGGEKTUBHOCTD JAEHCTBUS
JIEKapCTBEHHBIX CPEJCTB, TTPOBOAUTL PAHHUI (10 MOSIB-
JIEHUSI KJIMHUYECKU BBISIBJISIEMBIX MPU3HAKOB) MOHMTO-
PUHT 3(PHEKTUBHOCTU JICUSHUSI.

BaxxHoii 1151 KIMHUYECKOW MPaKTUKKU TeXHOJIOTHE
MepcoHaM3alluu  JIeueHUsl siBisieTcsl (hapMaKoreHe-
TUKa, HampaBJieHHasi Ha YCTaHOBJIEHHWE CBSI3M MEXIY
WHIWBUIYATIbHBIMUA TE€HETUYECKUMU OCOOCHHOCTSIMU
1 BapuabeIbHOCThIO 3((PEKTOB JIEKAPCTBEHHBIX Tpe-
napaToB, TO3BOJISIIONIAST TIPOTHO3MPOBATh CTEIEHb
MPOSIBJICHUSI BO3MOXHBIX MOOOUYHBIX 3(P(PEKTOB OT MX
npuMmeHeHus. HMmruiemMeHTanus ¢apMmakoreHeTnue-
CKMX TIOIXOJIOB TIO3BOJISIET CYIIECTBEHHO CHU3UTh
BEPOSITHOCTb BO3HMKHOBEHUsSI TOOOYHBIX 3(PPeKToB
U TIOBBICUTH JI€MCTBEHHOCTb JIEKAPCTBEHHBIX CPEACTB
3a CUeT IepcoHalM3auuu ux HaszHadeHus. CremoBa-
TeJIbHO, TIepCOHAMN3aIsl MEIUKaMEHTO3HOW Teparnuu
U HEMEIMKAMEHTO3HBIX METONOB JiedyeHUsl 3aboJjieBa-
HUi1 Ha OCHOBE MOHUTOPUHTA 1 aHaJn3a OMOMapKepoB,
BKJIIOYasi MOHUTOPUHT JIeYeHUsI HA OCHOBE OMOMapKe-
pPOB JUISI TOCUMIITOMAaTUYECKOW OLIEHKU ero 3ddex-
TUBHOCTH, TPUBEIET K CYIIECTBEHHOMY ITOBBIIIEHUIO
9((HEKTUBHOCTU Teparuyd U CHUXEHUIO BEPOSITHOCTHU
pa3BUTHUS TTOOOUYHBIX 9(P(DEKTOB.

Hanpumep, Koppeklinsi HEKOTOPBIX MOHOTEHHBIX
HaCJeICTBEHHBIX 00JIE3HE MOXET OCYIIECTBISITHCS C TTPU-
MEHEHUEM JIEKapCTBEHHBIX CPEJICTB, KOMITEHCUPYIOIINX
(yHKIIMOHAIbHBIE PacCTPOICTBA, CBSI3aHHBIE ¢ 3a00JieBa-
HusIMM. Takue JIeKapCTBEeHHbIE Mperaparbl, Kak MpaBuiio,
OTHOCSITCS K penkuM (opdaHHbBIM) M3-3a HU3KOM pacripo-
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CTpaHEHHOCTU 3a00JIeBaHMI, TIPU KOTOPbIX OHW Ha3Ha-
yatotcsl. 1si HEKOTOPBIX HACIENCTBEHHBIX 3a00JieBaHUIA
apmakosiornyeckasi KOppeKIMsi HEBO3MOXHa, OIHAKO
JTIOCTVDKEHUSI COBPEMEHHOM OMOMEIUIIMHBI MOTYT TTO3BO-
JIUTh TIPOBOIUTH 3((EKTUBHOE JeYeHWe, B TOM YHCIIEe
C TpUMEHEHUEM ayTOJOTMYHBIX OMOMEIMIIMHCKUX Kile-
TOYHBIX TPOAYKTOB, COAEpXKAlllMX KJIETKA MalleHTa
CO CKOPPEKTHUPOBAHHBIM (TyTeM TIPUMEHEHMSI TEeXHO-
Jioruii MonuduUKalyu TeHOMa) TeHeTUYECKUM J1e(peKToM,
YTO OMpeeIsieT aKTyaTbHOCTb ITPOBEAEHUST COOTBETCTBYIO-
LIMX UCCJIEIOBAaHUI 1 pa3pabOTKU TaKMX MPOILYKTOB.

Kak u B ciydae edeHrs OHKOJIOTUYECKMX 3a00J1eBa-
HU, K aKTyaJTbHBIM HaIlpaBJIeHUSIM ITepCOHATU3UPOBaH-
HOIi Tepany MHBIX HEMH(MEKIIMOHHBIX, a TaKKe WH(hEK-
LIMOHHBIX 3a00JieBAaHUI OTHOCUTCSI MCIOJIb30BaHNE
OMoMapKepoB, B TOM YHUCJIe TeHETUYECKHUX, JIJIsI BHIOOpa
OTNTUMAJIbHBIX JIEKAPCTBEHHBIX TMPENapaToB U PEKMMOB
WX J03UPOBaHUSA U (MJIM) HEMEIMKAMEHTO3HBIX METO-
noB JieueHus. Pa3paboTKu B 3TOM HampaBIeHUU TOJKHbI
OBbITH OCHOBaHbI Ha TMMOHUMAHWU MOJIEKYISIPHBIX MeXa-
HU3MOB MaToreHe3a 3a0oJieBaHUI, B TOM 4YUCJE MOJe-
KYJISIPHO-TEHETUYECKUX ocobeHHocTel. Takue Oromap-
KepbI CIyKaT TMpeauKTopaMu 3(POEKTUBHOCTH AEHCTBUS
JIEKapCTBEHHBIX TIperapaToB U (M) HEMeIUKaMEHTO3-
HBIX METOMOB JIeYeHUS W TTO3BOJISIOT B 3aBUCHUMOCTHU
OT WX CTaTyca MPOBOIUTH BBIOOP OMTUMAIbHBIX JIEKap-
CTBEHHBIX CPEICTB, PEKMUMOB MX HO3UPOBAHUS U JIeUe-
HUST, ONTUMATbHBIX HEMEIUKAMEHTO3HBIX METOIOB, IMPO-
BOJIMTb OLIEHKY PUCKA Pa3BUTUST OCITOXKHEHUIA.

PasButre mepcoHaTM3UPOBAHHOW MEIWUILIMHBI 3aBU-
CUT OT TIporpecca B 00JlaCTU HayYHBIX MCCJIEIOBaHUIMA,
KOTOPBI TMO3BOJISIET CO3/aTh pPallMOHAJIbHYID OCHOBY
JIJIST pa3paboTKU HOBBIX METOIOB MPOMUIAKTUKU, TUar-
HOCTUKH, JICYeHUS W peabWINTAIlluy ¢ YIeTOM WHIWBU-
nyaJIbHbIX ocoOeHHocTell mauueHTa. [loatomy K dak-
TOpaM, OTIPENe/SIONINM pPa3BUTHE U TIPAKTUUYECKYIO
UMILJIEMEHTALIMIO  TeXHOJOTUI  TepCOHaIM3MpPOBaH-
HOWl MEIUWIIMHBI, a TakKXe pa3paboTKy 3(hGhEeKTUBHBIX
Mep MpoUIaKTUKK 3a00JIeBaHUs Ha WHIWBUAYaTbHOM
OCHOBE, OTHOCUTCS TIpOBefieHUE (PyHIaMEeHTaTIbHbBIX
Hay4YHBIX MCCIIeOBaHWI, HATIPaBJIEHHBIX Ha BBISIBJICHHE
MOJIEKYJISIPHBIX OCHOB MaToreHe3a 3a0ojieBaHUid, UJIEH-
TUGHUKALIMIO 3HAYMMBIX OMOMapKepOB M UX COYETAHUIA,
B TOM YMCJI€ TTO3BOJISIIOLIMX MTPOTHO3MPOBATh 3 (HEeKTHUB-
HOCTb MEIMKAMEHTO3HOW Tepanmuyu U HeMeINKaMeHTO3-
HBIX METONOB JIedeHUs. 3amada MPUKIIATHBIX HAYIHBIX
WCCIIe0OBaHWI — BN TTPAKTUYECKON 3HAUMMOCTH
OnoMapKepoB, pa3paboTKa HOBBIX IEPCOHATM3UPOBAH-
HBIX METOJOB MPOMWIAKTUKU, AUATHOCTUKHU, JICUCHUS
U peabuInTaluu.

OCHOBHBIE OTpac/ii MEIUIIMHBI, B KOTOPBIX TPUMeE-
HSIIOTCS HOBBIE TPUHIIUIIBI, — OHKOJIOTHS, (apMarust
un ¢dapmakoreHomuka. [lociaenHsisi 3aHMMaeTcsl M3yde-
HUEM peakldil opraHrn3Ma Ha MeIULIMHCKME TIpernapaThl
B 3aBUCHMOCTH OT WHIWBUAYAJTbHBIX HACIEICTBEHHBIX
daxkropoB. OgHaKO TEepCOHATU3NPOBAHHAS MeOUIITHA
pa3BWBaETCS U 11O IPYTUM HaMpaBJICHUSM: KapIUOJIOTHS,

Hedpoaorus, HeBPOJIOTHUS, CIOPTUBHASI U TTPODUIAKTU -
yeckast MEIMLIMHA U JIP.

TlepcoHanu3upoBaHHasi MeAULIMHA UMeeT OOJbIION
MOTeHLMAI B COKpallleHWM 3aTpaT U peajn3allii BO3-
MOXHOCTell 1Mo 0e30rmacHOMy M MaKCUMaJibHO 3] dek-
TUBHOMY MEIUILIMHCKOMY OOcCiyXuBaHuioo. OHa neaeT
JIeKapCTBeHHbIE CpeAcTBa 0OoJjiee WMHAMBUAYaTIbHBIMU.
Cpenu HampaBJIeHUH, COCPENOTOYEHHBIX Ha pa3BUTUU
MepCOHAIM3MPOBAHHOM MEJIUIIMHBI, B3aUMOIEUCTBUE
¢hapMaleBTUUECKOro M JMAarHOCTUYECKOTO TIOAXOMOB.
YueHble, UCTTOIB3YSI HOBEMIIIME 3HAHUST O MOJIEKYJISIPHBIX
Tpolieccax IaToJIoruii, cHa0XaloT Bpayeil MHHOBALIMOH -
HBIMM JWAaTHOCTUYECKMMHN METONMKAMU W TapreTHBIMU
npenapatamu. [locnegHue uMeOT ocoboe MperuMylle-
CTBO, TaK KaK OKa3bIBalOT MPUILIEJbHOE BO3IEHCTBUE
Ha TaTOJIOTMYECKUI ovyar 6e3 Bpena JJisi 310POBBIX Kile-
TOK OpraHu3mMa mnalueHTa.

TIpyHIUIIBI  TIEPCOHAIIM3UPOBAHHOW  MEIUIIMHBI
MO3BOJISIIOT OOPOThCSI C HamboJiee TSKeJbIMUA 3a00J1eBa-
HUSMU, J00MBATHCS 3HAUYUTEJbHBIX YCIIEXOB, CcracaTh
JKM3HU TALMEeHTOB, YJydlllaTh MX CaMOYYBCTBME, pac-
IUPSITh (PYHKIIMOHAIBHBIE BO3MOXHOCTHU. 1151 co3maHust
VHAUBUIYATbHO 3(PHEeKTUBHBIX JIEKapCTBEHHBIX TTperapa-
TOB HEOOXOIMMBbI 3HAHUSI O MOJIEKYJISIPHOI MPUPOJIE MaTO-
JIOTUYECKHUX TMPOLIECCOB, MEPCOHAIBHBIX OMOJOTUYECKUX
pa3IMUMsX KaXIoro 4yejoBeKka, MEeXaHU3Me BO3IeHCTBUS
JIEKapCTBEHHBIX BEILIeCTB. 3a1aya MepCoHaTN3MPOBAHHOMN
MEIUIIMHBI — Y4YeCTh BCE 3TM OCOOEHHOCTHU TIpU CO3Ma-
HUM KayecTBEHHOTo Tipemnapara. s 3Toro HeoOXoanuMo
MPOBOAUTH PsII TEHETUYECKUX TeCTOB. JlaHHBIE O HaIu-
YUU y YeSIoBeKa OTpele/ICHHBIX MyTallMii/HYKI€OTUIHBIX
BapMaHTOB OCOOEHHO BaXXKHbI TPU pa3paboOTKe JieKap-
CTBEHHBIX TpernaparoB, MpeaHa3HAaYeHHBbIX JJIsT JICUeHUSI
3JI0KAYECTBEHHBIX OIyXOJIei, a TakKe MMEIOT 3HAaYeHUe
JUTST BBISIBJIEHUS TIPEIPACTIONIOKEHHOCTH K TOM MJIM MHOM
MaToJOTUX W OMpeesIeHUs] YyBCTBUTEIBHOCTU U TIepe-
HOCUMOCTH (hapMaKoJOTUYECKUX TIPerapaToB.

MepcoHanu3upoBaHHas MeauLMHA
B neguaTpuyeckoi Hedponorum

B 2017r coTpymHMKM oOTAella HacleACTBEHHbIX
1 TpuoOpeTeHHBbIX Oose3Heir modyek HayuHo-uccre-
JIOBaTEJIbCKOTO KJIMHUYECKOTO WHCTUTYTa TIeAuaTpum
M. akagemuka lO.E. Benwruiesa mpemioXuiad Tep-
MUH «MOJIEKYJISIpHAsE HedponaTosorusi», oTpaxKaroluii
pasnen MeIWIMHBI, B paMKaX KOTOpPOTO aKTUBHO pa3-
BUBAIOTCS METOAbl MOJIEKYJISIPHOW JMarHOCTUKMU 3a00-
JIeBAaHUH TIOYEK M MHIMBUIYAJTbHOTO Toa00pa Teparuu.
PazButie  MOJIEKYISIpHO-TEHETUYECKHUX  TEXHOJOTUI
no3BoJisieT naTh KadecTBeHHyw ouieHKy JHK, PHK,
OenKkaM M MX MeTaboJMTaM, a TakKe BBISIBJISITH HOBbBIE
OGuoMapkephl Uil TIEPCOHATM3UPOBAHHON TUAarHOCTUKU
W Tepanuu psiga 3abosieBaHuil. M3yyeHue maTosiormye-
CKMX COCTOSTHUI OpraHOB MOYEBOI CUCTEMBI C TTO3UIIUU
MOJIEKYJIIPHON OMOJIOTMU TO3BOJISIET 3aHOBO B3IJISIHYTh
Ha TaToreHe3 W pa3paboTaTb HOBBIE TEXHOJOTHUM Jieye-
HUS C TIO3UIMU <«IePCOHATM3UPOBAHHONW Teparum»,
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KOTOpasl YUYUTHIBAET TeHETUYECKNUEe OCOOEHHOCTH TTaly-
eHTa [8]. B xauecTBe mpumepa BaxkHOCTU BepudUKaIIUU
JIMarHO3a Y OOJIBHBIX ¢ 3a00JIEBAaHUSIMU, UMEIOLIIMMU pa3-
HYIO 3THOJIOTHIO, HO CXOIHYIO KIMHWYECKYIO KapTUHY,
MOXHO TIPUBECTU TALIMEHTOB ¢ cuHIpomamu Mdpaiizepa
n Henuca—/lpaira, ¢ oIHOW CTOPOHBI, U WAWOMATUYE-
CKUM HEe(PPOTUIECKUM CUHAPOMOM — C IPYTOA.

Cundpomvt  Jlenuca—/Jlpawa u @Ppatizepa BXOAAT
B TpPYMIy BPOXICHHOTO HEe(MPOTHUECKOTO CUHIPOMA
U UX OOBEOWHSET HaJW4Me CKIECPO3UPYIOLINX BapUaH-
TOB MOP(MOJOTUIECKOTO MOpaXkKeHUs ITOYeK, IUCTeHe-
3UW TOHAI, paHHee pa3BUTUE CTEPOUA-PE3UCTEHTHOTO
HedpoTUYeCcKOro cuHapoMa u Mytamus reHa WTI. Pas-
JINYYSI 3TUX IBYX 3a00J1€BaHUI B TOM,UTO NP CUHAPOME
Henuca—/pamia TunmyHo ¢opMupoBaHue IUdEPy3HOTO
Me3aHTHAJIbHOTO CKJIepo3a W YacToe BO3HMKHOBEHHE
omyxonu BunbMca, a mpu cunapome Mpaiizepa mpu Mop-
(hoOUMOTITUYECKOM HWCCAEIOBAHUN TIOUEK BBISIBIISIETCS
(bokambHO-CerMeHTapHBIN TJIOMEPYJIOCKIIEPO3, OIMYXOJb
BunbMmca, kak mpaBuiIo, He pa3BuBaeTcs. M3BecTHO,
4yTO pasBuTHe cuHapoMoB [denuca—/lpaimra u @paiizepa
JNETEPMUHUPOBAHO MYTAIIMSIMU B Pa3IMYHBIX y4acTKax
reHa WT1I, pacriooxkeHHOTO Ha Xxpomocome 11q13 [9].

B otmene Hedpomormm HaOmomanuch 13 gereit
¢ OTUMM 3a0oJieBaHUSIMU. Bce OHU TOCTymaiu B KiIM-
HUKY C JWAarHO30M CTEepPOUI-PE3UCTEHTHOTO Hedpo-
TUYECKOTO0 CHHApoMa. BceM B HavalbHBIM TepHUO,
3a00IeBaHUsI  TIPOBOAMIIACH  TITIOKOKOPTUKOCTEPOUI-
Has Teparnusi, TP KOTOPOil He TOJBKO He HabI0IaI0Ch
VAyYIIeHUEe COCTOSTHUS, HO 1, KaK MPaBUJIO, OTMEYaIoCh
VXyIOIIeHWe W TIPOrPeCcCUpOBaHME TOYEYHON HemocTa-
touHocTtH. Kpome Koptukoctepounos, 50% neteit mosy-
YUJIU JIeYeHUEe pa3IMIHBIMA UMMYHOCYITPECCUBHBIMM
npemnapatamMu. Henenecoo6pa3HOCTh  MCITOb30BAHUS
KOPTUKOCTEPOUIOB B JICYEHUHN JeTel ¢ He(POTUUECKUM
CUHAPOMOM, OOYyCJIOBJIEHHBIM MyTauueir reHa WTI,
noka3aHa R. Ruf u coast. (2004) [10].

B mpouiecce oOcenoBaHMsT MAllMEHTOB B KIMHUKE
HehpOJOTUM Yy HUX OBIT BBISBICH TceBIOTepMacdpo-
IU3M, TUNWYHBINA 119 cuHapoMoB Jlenumca—/paimia
n @paiizepa, a TPU ITUTOTEHETUIECKOM UCCIIea0BA-
HUU COLIMAJIBHO alalTHUPOBAHHBIX JEBOYEK OTMEYascs
46, XY XpoMOCOMHBII Habop. BceM nmersiM Gbuta OTME-
HeHa TITIOKOKOPTUKOCTEPOUIHAS W MMMYHOCYIPECCHUB-
Hag Tepanus M Ha3HAYEHO JIeYeHHE TOJBKO C WCITOJb-
30BaHWEM WHTUOWUTOPOB aHTMOTEH3WHITPEBPAIIAIOIIETO
(bepmeHTa ¢ aHTUTIPOTEMHYPUIECKOI 1IETBIO.

Taxum o6pa3oM, y BceX HaOIIomaeMbIX OOJTbHBIX, KaK 3TO
omnurcaHO M B 3apy0OexkHoil smreparype [11], mpu ucnosb-
30BaHUM WMMMYHOCYIPECCUBHOM Tepanmuu HaOIoIaIoch
Tporpeccupyloliee CHIKeHne (GyHKImii modek. Cremo-
BaTeIbHO, MPaBUJILHOE BBISIBJIEHWE MPUYMH BO3HUKHOBE-
HUSI CTEPOUI-PE3UCTEHTHOTO He(POTHMUIECKOTO CHHIPOMA,
oOpaliieHMe 0co0Oro BHMMaHME Ha pa3BUTHE TTOJIOBBIX
MPU3HAKOB, HACTOPOXKEHHOCTD B IJTaHE HAJTMUMST y peOeHKa
TeHETUYECKOTO He(PPOTUYECKOTO CHUHAPOMA TO3BOJISIIOT
JIOCTUYb O0J1ee BHICOKOH 3(h(EeKTUBHOCTY Teparuu.

NMEPELOBAS

BTopelM mpuMepoM, MOKa3bIBAIOIIMM BaXKHOCTh TIpa-
BUJIbHOM TTOCTAHOBKM AMArHO3a, YTO TIO3BOJISIET HA3HAYUTh
Teparuio, He TTPUBOJSIIYIO K TIPOTPECCUPOBaHMIO Hedpo-
KaJTbIIMHO3a, CITYXKHUT TMIodochaTeMIIeCKIit paxuT.

Tunogocgpamemuueckuii paxum — reTeporeHHas rpyrna
HaCJIeACTBEHHBIX  3a00JIeBaHUI, XapaKTepHU3YIOIIascs
Pa3BUTUEM PaXUTUYECKUX U3MEHEHMI BCIIEACTBUE TTOBBI-
IIEHHOTO BBIBeleHUs (pocdopa n3 opranusma. [TpuanHoi
3a00JIeBaHUSI CITy>KaT MyTalliy Pa3IMYHBIX T€HOB: (oc-
daTperymmpylomero reHa ¢ TOMOJIOTUEN K 3HAOMENTH-
nazam Ha X-xpomocome (PHEX); moreHIMan3aBUCUMOTO
KaHana xiopuaoB S5-ro tuna (CLCNYS); dakropa pocta
¢ubpodracros 23-ro tuna (FGF23); neHTUH-MaTPUIHOTO
npoteuHa 1-ro tuna (DMPI); 3KTOHYKI€OTUANPOGhOC-
daraza/dochonuacrepazsvi-1  (ENPPI); Hatpumii-¢oc-
¢opHoro KorpaHcroptepa 2-ro tumna (SLC34A3; Npt2c);
kioto (Klotho, KL); Hatpuii-cocdopHoro TpaHcnoprepa
2-ro tuna (SLC34A1, Npt2) [12].

OCHOBHO# MeToJ Tepanuu TunodochareMuIeckoro
paxuTa — UCIOIb30BaHUE aKTUBHBIX (hOpM BUTaMHHaA D
B COYETAaHUU C MperapataMy Kaiblisg. OmHaKO cpenu
Bcex (opM rurnodochaTeMUIecKOro paxuTa BBIICSI-
eTcsT HACJENCTBEHHBIM THUmodocdaTreMUUecKii paxuT
C TUMepKaJlblIMypueit, KOTOPBI TpeACcTaBIsieT coOoi
peakoe 3a00JieBaHKE C ayTOCOMHO-PELECCUBHBIM TUTTOM
HacllenoBaHus. 3abojieBaHUEe OOYCIOBIIEHO MyTalluei
B reHe SLC34A3, nokaiu3oBaHHOM Ha XpomMocome 9
B Jjiokyce 9q34, konupytoniem NaPi-IlIc [12—15].

Tunodocharemuyeckuiit  paxut ¢ TUNEPKATbLU-
ypueit otauyaeTcss OT Apyrux ¢opm runodocdare-
MMYECKOTO paxuTa TeM, 4YTO MPOSBISAETCS HE TOJBKO
runiopocharemueit u runepdocdarypueii, a TakxKe
W TUTIEpKAJBLIMYpUel B CBA3U C YBEJIMYEHUEM B ChIBO-
POTKE KPOBU coiepxKaHus 1,25-TUrrapoKCuXoieKaabIIv-
depona M MOBBIIIEHNEM a0COPOIIMN KaJdbLMS B KUIIEY-
HHKE, B TO BpeMsl KaK B KPOBHM YPOBEHb KaJIBLIVST OCTACTCS
B HopMe. [lpu runodochareMrueckoM paxute ¢ TUTEp-
KaJTbIIMypHeil TpMMeHeHNe TIperapaToB BUtaMuHa D 1po-
TUBOIIOKA3aHO B CBSI3U C YCYTyOJIeHMEeM TeueHusl 3a00sieBa-
HMSI, TIPOTpeCcCUpOBaHEM He(DPOKATBLIHO3a U pa3BUTHEM
XPOHUYECKOI ToYeyHoll HemoctaroyHocTu. [loatomy
reHeTnyeckasi Bepu@uKalus AMarHo3a BaxkHa JijIsl Ha3Ha-
YEHUST MaTOTeHETMYECKI 0O0CHOBAHHOM Tepariu.

®dapmakopesncTeHTHOCTb U papMaKo3aBUCMMOCTb
B Hedpponoruu. MyTu peeHns npodnembl

AKkTyanbHas 3ajada TMepcoHaIM3MpPOBAaHHOU Memu-
LIMHBI — HauboJee 3(h(PeKTUBHOE UCITOIB30BaAHUE JIEKap-
CTBEHHBIX TIpENapaToB, OCOOEHHO TP TSKETBIX XPOHU-
YyecKMxX 3a00J1eBaHUSIX, B YACTHOCTU TTPU HEPPOTUUECKOM
cuHapome. K BaxkHBIM MpobiiemMaM Tepanuu HeppoTruye-
CKOTO CHHAPOMa OTHOCHUTCSI BO3HUKHOBEHHUE 3aBUCH-
MOCTH (MJITM PE3UCTEHTHOCTHM) OT CTAaHIAPTHOM Tepanuu
[JTIIOKOKOPTUKOCTEPOUIAMHM, UTO TIPUBOIUT K YMEHBIIIE-
HUIO MPOJOJIKATEIBHOCTU PEMUCCUN U HEOOXOIUMOCTH
OO TMOBBIIIEHMS AO3bI TIPENaparoB, JUO0 Ha3HAUYEeHUS
HOBBIX, He Oe30macHbBIX cpeacTB. Kpome Toro, papmako-
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PE3UCTEHTHOCTh CYIIECTBEHHO CHUXKAET KaYeCTBO KU3HU
MaleHTOB, TIOBbIIIAsI YPOBEHb CMEPTHOCTH, a TIOTIBITKU
ee MpPeoqoJIeHUsT 3a4acTyl0 MPUBOASAT K TPUMEHEHUIO
CJIOXKHBIX MHBA3MBHBIX METOJIOB JICUCHUSI.

Ilo maHHBIM pa3IMYHBIX aBTOPOB, TeHeTUYECKUEe (hak-
TOpBI, BIMSIONIME HAa WHIWBUIYaJbHBIN (apMakoauHa-
MMUYECKUI U (hapMaKOKMHETUUECKUI Mpoduib Tperapa-
TOB, MOTYT 00ycJIoBIUBaTh OT 20 10 95% BaprabeTbHOCTH
9(h(PEKTUBHOCTM U Pa3BUTUSI HEXENATeIbHBIX SIBJICHUH,
BO3HUKAIOIIMX MPU JICYEHUN HEDPOTUYECKOTO CUHIPOMA.
WzyyeHue (apMakoKMHETUKN, MMHAMMUYECKUX W TeHe-
TUYECKUX AaCTEKTOB KOPTUKOCTEPOMUIOB, WCITOJIb3YeMbIX
IUIST JiedeHrs] He(pOTMUYECKOTO CUHIPOMA, a TaKXkKe BO3-
MOXHOCTb TEHOTUIUPOBAaHMS MAllMEHTA JI0 Hayaja Tepa-
MU B MEPCIEKTUBE TMO3BOJISIT MPEIOTBPATUTh BO3HUKHO-
BEeHME MHOXECTBa HeXXeJlaTeJIbHbIX SIBJICHUI 1 pa3padoTaTh
CXeMBbI ITePCOHATM3UPOBAHHOM Teparnuu [16—18].

B nocnenHue ronbl o0CyXaaeTcsi BOIPOC O POJIM TeHa
MHOXECTBEHHO! JieKapCcTBeHHOI yctoitunBoct ABCBI
(kogupyet P-rimmkorporenH) B hopMUpOBAaHNUU 3aBUCUMO-
CTHU U pe3UCTEHTHOCTH CTEPOMTHOM Teparivu y IeTei ¢ rep-
BUYHBIM HE(MPOTUUECKUM CUHIPOMOM. P-rimkomnporeunH,
Takke u3BecTHbIi kak MDRI (Multiple Drug Resis-
tance 1), ABCB1 (ATP — binding cassette B 1) — oaun
M3 CaMbIX BaXKHbIX OEJIKOB KJIETOYHON MeMOpaHbI, OTBET-
CTBEHHBIX 32 MePeHOC BEILIECTB U3 KJIETKU B OKPYXKAIOIILYIO
cpeny. [en ABCBI naxoautcst Ha xpomocome 7q21 1 OTHO-
cutes K cyrepceMeiicTBy ATM-CBA3BIBAIONINX KACCETHBIX
TPAHCIIOPTEPOB C IIMPOKUM CIEKTPOM CMEeLU(PUIHOCTH:
€ro TPaHCIOPTHbIE BO3MOXHOCTH PacCIpOCTPaHSIIOTCS
Ha BemectBa Maccoii ot 300 mo 2000 Hda. INpenmonaraercs,
yto 6e1ok MDR1 Maccoit 170 k/la 3BOTIOIIMOHHO BO3HUK
B Ka4yeCTBE 3allIMTHOTO MeXaHM3Ma MPOTUB TOKCUYHBIX Cy0-
CTaHLIM, oOpasyronmxcs B kKietke. [npokast akcnpeccust
MDRI B HOpMe B pasiuMYHBIX TKaHSIX (T€eMOMO3TUYECKOMN
cucTemMe, KJeTKax TIeYeHM U TIoueK, IepudeprdecKux
MOHOHYKJIEAPHBIX KJIETKaX KpOBU, Makpodarax, HaTypasib-
HBIX KWJUIEpax, AEHAPUTHBIX KiaeTkax, T- u B-mumoriu-
Tax) CIIYKUT JJIs1 9KCTopTa KceHoOMoTuKoB [19—22]. [pen-
rojiaraercsi, YTo OTCYTCTBME OTBETa WJIM HE3HAYMTEJIbHBI
OTBET Ha TIIOKOKOPTUKOCTEPOUIBI TMPU HEDPOTUUECKOM
CHHJIpOME MOXET OBbITh OOYCIIOBJE€H MOBBIIIEHHON 3KC-
npeccueit reHa ABCBI, Tak KaK yCTaHOBJIEHO, YTO UMEHHO
P-rukornporerH OTBETCTBeHEH 3a (DOHOBBIM 3KCITOPT
U3 KIETKM TaKMUX JIEKAPCTBEHHBIX CPEICTB, KaK BUHKPU-
CTUH, BeparaMui 1, COOCTBEHHO, INTIOKOKOPTUKOUIBI.

B Teuenue psnma ner B HayuHo-umcciienoBaTeIbCKOM
KJIMHUYECKOM WHCTUTYTE TIeAMaTpuM WM. akKaJeMuKa
IO.E. BenbruineBa n3ydyaroTcsi MOJIEKYISIPHO-TEHETUYEC-
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HOW, MPEBEHTUBHOM Y MEPCOHATU3UPOBAHHON MEAULIMHbBI».
[Order of the Ministry of Health of the Russian Federation
of April 24, 2018 for N186 «On approval of the Concept of pre-
dictive, preventive and personalized medicine». (In Russ.)]
https://webmed.irkutsk.ru/doc/order/186.pdf
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