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Ilepconajmm3upoBaHHAs MeIUIIMHA

Buedpenue dokazamenvroil meduyunsl 8 Konuye XX 6exa coxpanuno MHOICECMBO JCU3HEll, N03G0AUS HAOCIICHO OMCEUBAMb NJICEHAYYHbIE U ONACHbLE
memodul. Bpauebnoe coodbuecmeo noayuunso 00cmyn K @36euleHHbIM «CMAaHOapmam» AeveHus pacnpocmpanernsx 3abonresanuii. K coxcanenuro,
3a WUpomy 0Xeama 3mom an2opummu4eckKuii n00xXo0 NAAMUM HU3KOU CReyuduuHoCmbio pekomeroauuii. B dannoi pabome 060cHo8aHbl He00-
X00UMOCHb U CB0EBPEMEHHOCb CAe0YIoUlee0 waea — nepexo0a om WupoKux KAuHUu4ecKux 0600ueHuil Kk pabome ¢ UHOUGUOYANbHLLMU 0COOEH-
Hocmamu nayuenma. O6cysicoeHue OMKPbIBAeMCs GbIHYHCOCHHOU KPUMUKOU COBDEMEHH020 COCMOAHUS KAUHUYECKOU MeduyuHbl, cmpadaroujeil
0m 3KOHOMUYECKOU Hea(hhekmueHocmu u HU3Koi mounocmu gpapmaxomepanuu. Ilo danneim peghepencroeo acenmemea FDA, do 75% nayuenmos
He omeeuaem Ha MeOUKaAMeHMblL, YMo eceasem 00AbULyI0 mpegozy u mpebyem cmeHsl eragencmayioujeil napaduemol. Jlasee mvl nepexooum K Hay4-
HO-MexXHoA02U"eCKUM NPeOnOCHIAKAM NePCOHANUZUPOBAHHOR0 8PaAHe8anUs, y0eass 0cob0e 6HUMAHUe QOCUICEHUAM MOACKYASAPHOU eeHemuKu
U UeHHOCMU eeHemuU1ecK020 KoHcyabmuposanus. Mol makaice kacaemcs 0npoco8 NOAHO2EHOMHO20 CeKGEHUPOBAHUS U CIPEMUMENbHO PA3BUBAIO0-
wuxcs nocmeeHoMHbLx Memooos. C yuemom mexucoyHapooH020 Onbima Mol paccmMampugaem opeanu3ayuoHHble U Mmemodosouieckue mpyoHocmu,
a makaice cnocobbvl ux npeodoNeHus Ha nNymu K nepconaiuzayuu meouyunsl. Karouegoie mesuco, uantocmpupyomes npumepamu U3 KAUHU4ecKoll
npakmuxu HMHII sndokpuronroeuu.
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AKTyaJIbHOCTH

B coBpeMeHHBIX YCIOBUSIX aKTyaJbHO CO3MaHUE HOBOM
TmapagurMbl MEIWIIMHCKOUW HAyKW, HAIlpaBIeHHOW Ha Tpo-
THO3WPOBAHUE PA3BUTHS, TOKIMHUUECKYIO TUATHOCTUKY TTa-
TOJIOTUIECKUX COCTOSTHUI U TIepCOHATM3UPOBAHHBIN TIOIXOJ
K JIEYeHWIO MaleHTOB. [IpMHIMNUANTBHBIMUA OTIUIUTENb-
HBIMU XapaKTePUCTUKAMU TaHHOW KOHIIETIINY TOJKHBI OBITh
TIPUMEHEHNEe TIePeJOBBIX TEXHOJIOTUI U CO3MaHNe Ha UX OC-
HOBE MHHOBAIIMOHHBIX MPOAYKTOB, 00ECTIeYMBAIONINX MaK-
cuManbHO (P DEKTUBHYI0O U 0E30MaCHYIO TAKTHKY C IENbIO
COXpaHEHWsI U yIydIlleHUs 300pOBbsi. B 2T0if CBS3M B akane-
MUWYECKUX KPYTax U Cpeln MPaKTUKYIOIINX Bpaveil Bce Jalie
00CyXIatoTcsl HOBbIe TEPMUHBI [UTsT 0003HAYCHUST HAWITYJIIIeid
MEIUIIMHCKOM TTPaKTUKU: «MEIUIIMHA JOKa3aTeJIbHasT», «Me-
IUILIHA TIePCOHAIM3UPOBAHHAS», «MEIUIIMHA TPAHCIISIINOH-
Hasi». [Ipenmonaraercsi, 9YTo B JOJTOCPOYHON TIEPCIIEKTUBE

9TU B3aMMOOITBUISIEMbIe TITIOCKOCTU COCTaBSIT €AUHBIN 00K
MOJIEPHU3UPOBAHHONW MEIWIIMHBI, HAIpPaBICHHOW Ha YIIyd-
IIeHe Ka4yecTBa XW3HU JTIONeH.

TepmuH «1oKazarenbHast MeIUIIMHA» BBeneH B 1991 1. [1]
U OTIPENIeNISIeTCsT KaK «IOAXO0 K MEIUIIMHCKOI TTpaKTUKe, pu
KOTOPOM DEIIeHUs] O MPOPWIAKTUIECKNX, JMATHOCTHYECKUX
U JIEIeOHBIX MEPOTIPUSITHUSIX IPUHUMAIOTCST UCXOIST U3 UMEI0-
IIUXCST TOKA3aTebeTB X 9¢hMOEKTUBHOCTH U 0E30T1acHOCTH,
a TaKue M0Ka3aTeIbCTBA TOABEPTAIOTCST TTOUCKY, CPABHEHMUIO,
0000IICHNIO U IIUPOKOMY pacrmpocTtpaHeHuto» (Evidence
Based Medicine Working Group, 1993). [1pu 3TomM npuHImmn
JOKA3aTeTbHOCTA TIPUMEHSIETCSI Ha BCEX YPOBHSIX TPUHSITUS
pelleHni i — OT TIPAKTUKYIOIIETO Bpavya, HA3HAYAIOIIETO Jie-
YeHue, 0 OPTaHU3aTOPOB 3MPABOOXPAHEHMUS, OTIPENEIISTIONINX
CTpaTeruio NATbHEHIIIeT0 Pa3BUTHS OTPACIH.

CrpemMuTenbHOe BHEIpPEHNE KOHIIETIIINY N0KAa3aTeIbHON
MEIVIMHBI B KJIMHAYECKYIO MPAKTUKY OOECTeumsio Bpayam
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Personalized Medicine

Evidence-based medicine at the end of the 20th century saved many lives, allowing us to reliably screen out pseudoscientific and dangerous meth-
ods. The medical community has gained access to weighted “standards” for treating common diseases. Unfortunately, this algorithmic approach
pays for the breadth of coverage with low specificity of recommendations. In this article, the necessity and timeliness of the next step - the transi-
tion from broad clinical generalizations to working with the individual characteristics of the patient - are substantiated. The discussion opens
with a forced criticism of the current state of clinical medicine, which suffers from economic inefficiency and low accuracy of pharmacotherapy.
According to the FDA reference agency, up to 75% of patients do not respond to medications, which is very alarming and requires a change in the
dominant paradigm in medicine. Next, we turn to the scientific and technological prerequisites of personalized healing, focusing on the achieve-
ments of molecular genetics and the value of genetic counseling. We also deal with issues of genome-wide sequencing and rapidly developing post-
genomic methods. Taking into account international experience, we consider organizational and methodological difficulties, as well as ways to
overcome them on the way to personalization of medicine. Key points of the article are illustrated by case reports from the clinical practice of the

Endocrinology research centre (Moscow).
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Puc. 1. Tunuaxbit AJITOPUTM JUATHOCTUKU U JICUCHUS 00JIe3HU TTIO COBPEMCHHBIM CTaHIapTam

BO3MOXHOCTb BbIOOpa HauboJjee ONTUMAIbHOU TAKTUKU Be-
NIEHUS] MALUUEHTOB C YYETOM DPEe3yJIbTaTOB PaHIOMU3UPOBAH-
HBIX KJIMHUYECKUX UCCIIEIOBAHUIA.

Peub unet o MHOTONIETHEN, TTO UCTUHE TUTAHTCKOI aHAJIN-
TUYECKOUN paboTe Bpaueil, MaTeMaTUKOB, SKOHOMUCTOB, CO-
LMAIbHBIX PAaOOTHUKOB, OPTaHU3aTOPOB 3IPaBOOXPAHEHUS,
BKJIIOYasi BceMupHyo opraHu3alMio 31paBOOXPAHEHUS, —
paboTe Mo aHaIU3y KOJIOCCATbHOIO MAacCHMBa HAKOIUIEHHBIX
KJIMHUYECKUX JAHHBIX O TOM WM UHOI OOJIE3HU.

Ha HauvoHanbHBIX U MEXIYHAPOIHBIX KOHIpEccax cre-
LIMAIUCTOB, CKaXeM, KapAWOJIOTOB WJIM 3HIOKPUHOJOIOB,
MPUHUMAJIOCh pelleHre O KOHKpeTHOM «[Iportokone» wunum
«CranpmapTe», B KOTOPBIX TIOAPOOHO PACTIMCHIBAJICS XOI 1A~
THOCTMYECKOTO MOUCKa, BBIOOP METONOB JICUEHUS] C BO3ZMOX-
HBIMM BapUaHTaMU B 3aBUCUMOCTU OT CTaAuU 3a00JIeBaHUS,
OCJIOXKHEHUW U T.I.

B MupoBoit MeguiinHe Tipon3onuia rimodanmu3auus (1), T.e.
NPUHUUNUAAbHOE MENCNAAHEMAPHOe NOHUMAHUE, KAK Ae4Umb Ty
WY APYTYIO YCPEIHEHHYIO 00JIE3Hb.

DapMuHIyCTpUs OBICTPO TPENJIOKUIA BCEM CTpaHaM
1 KOHTUHEHTaM 000pyIOBaHUE U PACXOJHbIE MAaTePUAIIbI [IJIs1
OIpenesIeHUsl, HalpuMep, MapKepoB KPOBU, U CETOIIHS B JIIO-
0011 KJIMHUKE MOJYyYatoT Ha pyKy OJIaHKY aHAJIM30B, TAE CIpa-
Ba OTHEJbHOW KOJIOHKOW OOO3HAYEHBI YCA08HO HOPMA.IbHbBIE

MexncO0yHapoonvie 3Ha4eHuss STUX MapKepoB (IPUTPOIMTOB,
MOYEBUHBI ¥ T.A.). [Ipy 3TOM MBI TTOHMMAaeM, YTO KUTeeit
Adpuxu, Anonuu, Axkyruu, Yykotku, Tautu u psiia apyrux
TEPPUTOPUIT HEBO3MOKHO «BTUCHYTh» B 3TH HOPMAJIbHBIE MO~
Kaszaresiu! Mbl Bce U «KaXKIblii U3 HAC» B OTIACTBbHOCTH UCKITIO-
YUTEbHO WHAWBUAYATbHBI. WHIWBUIYaTbHBI TIO TEHETUKE,
10 OpPTaHU3AIY HEPBHOW, SHIOKPUHHOW, UMMYHHOI U Ipy-
rmx cucteM. Ha Kaxmoro m3 Hac OKa3bIBaeT BIUSHUE MHO-
JKECTBO Pa3MUYHBIX AMUTEHEeTHYecknx (akTopoB. Peakinm
aJlanTaly KaxXIoro U3 Hac Ha CTpeccoBbie (aKTOPHI pa3HEIe,
1 KOTJIa cTyJaeTcs 601e3Hb, TO KaXKIblil 13 HaC TIEPEeHOCHUT Ta-
KO€ 9KCTPEeMaJIbHOE COCTOSTHIE TIO-Pa3HOMY, C pPa3HBIM UCXO-
oM u mocnenctusmu. [loatomy ceromusiiraue «[Iporoxo-
Jbl» 1 «CTaHaapThI» MOXHO CPaBHUTH C KOJieeil, 0 KOTOPOU
MOKHO <«IIPOABHUTAThCS» K 00Jie3HU (He K OonpHOMY!), K ee
mabJIoHy, K AMaTHO3Y U BapuaHTaM JieueHus. Takas «komes»
rapaHTUPYeT MeHbIIIe OIMOOK KaK ISl HAUMHATOIIIETO Bpaya,
TaK ¥ JJIsl yHUBEPCUTETCKOTO TIpodeccopa.

Ha puc. 1 mokazaH TUNMWYHBIN aITOPUTM AMATHOCTUYE-
CKOTO TIOWCKAa U Teparnuu OOJe3HU O COBPEeMEHHBIM CTaH-
mapTaM.

Ha puc. 2 mpencraBieH ONTUMAaNbHBI BapuaHT Tep-
COHATM3UPOBAHHBIX METOJOB, OCHOBAHHBIX Ha TEHOMHBIX
MPEeNTUKTOpPaX M TOCTTEHOMHBIX MapKepax, IO3BOJISIIONINX,
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COOTBETCTBEHHO, TIPE/ICKA3bIBaTh PUCKU 3a00JIeBAHUI U OCY-
IECTBIISITh MOHUTOPUHT 30POBOTO TIAIIMEHTA.

CaMbIM TIPOCTBIM U JTOCTYITHBIM IS TOHUMAaHWSI IIIHPO-
KOMY YHUTATeTI0 MpuMepoM 3(PGhEKTUBHOCTUA TTEPCOHATU3N-
POBAaHHOU MEIWIIVHBI SIBJISIETCS] JIeUeHUEe TUTIEPTOHUIECKOM
00J1e3HU, TIPU KOTOPOI BCEBO3MOXKHBIX TIPEIIapaToB, CPEICTB
U UX KOMOMHALMif — OECYUCIEHHOE MHOXECTBO. JleunTb
apTepuabHyl0 TUIIEPTEH3WIO CIIOXHO, YacTo ObIBaeT He-
a¢hdeKTUBHO, nHOTIa — C (paTanbHbBIM UcxonoM. [lepen Tem
Kak JaTh JIEKapCTBO, BaXKHO 3HATh, KTO OH — TBO¥ MAIMEHT,
TIOHUMAET JIU OH PUCKW, OyHeT JIM CTPOTO BBHITIONHSTH BCE
pekoMeHmanuu. [eno B TOM, YTO 4YaCTO Takue OOJIbHBIE
OpocaroT B pOT 1O TabjeTke 3 pasa B eHb, XOTS Bpad CTPOTO
TPEMYTIPEXAAeT, YTO OCO0O OMACHBI MONBEMBI apTepUab-
HOTO NaBjieHus Houblo. Hamo o0si3aTenbHO HOpMalnM30BaTh
HOYHBIE TUTIEPTEH3U U, TIOTOMY YTO MUPOBAst CTATUCTUKA CBU-
JETETBCTBYET O TOM, YTO HOYHBIE TIOABEMBI JaBeHUs (HalT-
mKepsl) B 3—4 pasza MOBBIIIAIOT CMEPTHOCTh OT WH(MAPKTOB
MUOKapaa U UHCYJIbTOB MO3Ta.

OnHaKo MaHHBIN TTOAXO0]] HE TIO3BOJISIET YUUTHIBATH WHIM-
BUIyaJIbHBIE XapaKTepPUCTUKY TalmeHTa [ 1], Takme Kak BO3-
pacT, TMIHOCTHBIE OCOOEHHOCTH, COITYyTCTBYIOIIIAST TTATOIOTUSI
u MHorue apyrue. Kak cnencrue, 10 75% GONBHBIX HE OTBe-
YaeT Ha MEINKAMEHTO3HOE JIeYeHNe, Y MHOTHMX Pa3BUBAIOTCS
no6ouHsie 3P dekTh (1o 2,2 MiIH yenoBeK B rox B CIIA),
B TOM YHCJIE C JIeTATbHBIM rcxonoM (6omee 100 Toic. cmepTeit
B rox B CILIA) [2]. Takum 00pa3oM, KOHLIETIINS «OIUH TIpe-
Tmapat IUTs JIeueHUsI BCeX OOJIbHBIX C TAHHBIM 3a00JIeBaHUEM»
B HacTosIIee BpeMs HerpuemsieMa [3]. B mouckax pemreHust
BO3HUKIIIEN TMMPOOIeMbl MBICTU WCCIENOBaTeNiell M0 BCEMY
MUPY OOPATMIINCH K TIEPCOHATM3NPOBAHHON MEIUITNHE.

Ilepconanu3upoBaHHAs MeIMIIUHA:
ONTUMAJILHBI AJITOPUTM ITUATHOCTUKH H JICYCHUA

BriepBbie TepMUH «IIepCOHATM3UPOBAHHAS MEAWIIMHA»
ynomuHaetcs B 1998 r. B MoHorpaduu K. Jain. Onnako cama
KOHIIETIINS MHANBUAYATHHOTO TTOAX0/Ia K KaKIOMY TalleH-
Ty CyIIIECTBOBAaJa C CAMOTO Hayvajia Pa3BUTHUS MEIULIUHBI [3].
Tak, ['mmmokpaTr oTMedas, 4TO «IOpas3mo BaxkHee 3HaTh TO,
KaKoii 4eJloBeK 00JIeH, YeM-To, YeM OH 0ojicH» [2]. Kopudeii
pYCCKOI1 TepareBTuideckoit mkoasl M. 5. MynpoB Takske mipu-
3BIBaJl «JICUUTH HE 00JIe3Hb, a 00JILHOTO»: « KaxKmbIit 00JIbHOI],
10 Pa3INIUIO CIIOXKEHUSI CBOETO, TpebyeT 0coboro JeueHus,
XOTS O0JIE3HDb OTHA U Ta XKe».

CeromHs TIpU BBEIEHUM TTOMCKOBOTO 3ampoca «personal-
ized medicine» B PubMed Central MOXXHO TTOJIy4UTb JTOCTYII
6omee yeM K 150 Thic. mybnukanuii o stoit Teme [4]. Tem He
MEHEE CPEIM YUEHBIX B HACTOSIILEE BPEMSI OTCYTCTBYET UETKOE
MOHUMaHUE 3HAYCHUS TePMUHA «TI€PCOHATM3NPOBAHHAS Me-
auuuHay [5, 6].

CornacHo ompeneneHuio CoBeTa 1O Pa3BUTHIO HAyKU
¥ TexHuku Tipu npesupeHTe CIIA [7], mepcoHanm3npoBaH-
Hasl MeIWIIMHA ToIpa3yMeBacT «amalTaluio TepareBTHYe-
CKOTO JIeUeHUSI K UHANBUIYAIbHBIM OCOOCHHOCTSIM KaxKIIOTO
MMaIMeHTa, YTOOBI BBIACTUTH CYOITOMYISIIIUN, OTIMYAIOIINecs
10 CBOEH TPEeapacIioNoXeHHOCTH K OmpeneeHHOMY 3a00-
JIEBAaHUIO WJIM WX OTBETY Ha KOHKpeTHoe JeueHue. [Ipodu-
JTAKTUYECKOe WM TepareBTUIECKOoe JIeYeHNEe MOXKHO 3aTeM
WCTIONB30BATh TSI TEX, KOMY OHO TIPUHECET TI0JTb3y, SKOHOMSI
pacxomsl 1 U30aBIIsIs OT MMOOOUYHBIX 2(HEKTOB TeX, KOMY 2TO
JiedeHre He TIPUHECET TTOJTb3bI».

KoncynbratuBHas rpymnmna EBponeiickoro coto3a «['opu-
30HT 2020» ompenenseT MepCOHATM3UPOBAHHYIO MEIUIUHY
KaK «MOJeJTb MEIUIIMHBI, MCTOJIB3YIONIYI0 XapaKTepUCTUKY
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(hbeHOTUTIOB U TEHOTUTIOB (T.€. MOJIEKYJISIPHBIN TTPOGWITH, Me-
IULIMHCKYIO0 BU3YaJM3alNIo, MTaHHbIE 00 00pa3e KU3HW) UH-
IVBUIYYMOB TSI pa3pabOTKU MPaBUIBHON TepareBTUYECKON
CTpaTeTuu ISl HY>KHOTO YelloBeKa B HYXKHOE BpeMs U/WiIn
IUTSL OTIpEeNeNIeHNsT TIPEeIpacIIoONIOXEeHHOCTH K 3a00JIeBaHUSIM
W/VJN 71T CBOEBPEMEHHOU U IleJieHATpaBIeHHOW Tpodu-
JIAKTUKW» [8].

CornacHo maHHBIM S. Schleidgen 1 coaBT., KOTOpBIE TTPO-
BeIM aHayiu3 683 craTeil, BKIIIOYAIOIINX OIpEIeeHUe Tep-
COHAJIM3UPOBAHHOW MEIUIIMHBI, OCHOBHON IIeNbI0 TAaHHOTO
TIOIXOMIa SIBJISIETCS «yIydIlleHWe CTpaTU(UKAIMN U CPOKOB
OKa3aHWsl MEIWIIMHCKOW TOMOINY ITyTeM WCIIOJb30BaHUS
O6uosornyeckoit nHbOpMau U OMOMapKepoB Ha ypOBHE
MOJIEKYJISIDHBIX CUTHAJIBHBIX TTyTel, TeHETUKU, TIPOTEOMUKH,
a Takke MeTaboJIOMUKU» [5].

Takum oOpazom, dhyHAAMEHTOM IepCOHATN3UPOBAHHOMN
MEIWIIMHEI SBIISIETCS UMEHHO MOJEKYISIpHas MeIUuIIMHA —
OMHO W3 HamboJjiee WHTEHCUBHO PAa3BUBAIOIINXCS HATIPaB-
JIEHWI COBpeMEHHOU HayKu. HacTosuMm mpopsIBoM B TaH-
HOIi 00JIaCTH 3HAHUI cTana paciumdpoBKa TeHOMA YeoBeKa
B 2003 r. B pamMKax YCITEeITHON peaanu3aiui MeXKIyHapOIHOTO
Hay4YHO-UCCIIeN0BATEIbCKOTO MpoeKTa «['eHOM ueroBeka»
(The Human Genome Project, HGP). I'no6ansHOoe 3Have-
HHUE pPe3yJIbTaTOB 3TOTO MACIITAOHOTO WCCIIEOBAHUS He-
OCTIOPUMO — OHO TIO3BOJIMJIO OTKPBITH HOBBIE TOPMU3OHTHI
MeIWIIMHCKON Hayku. B dacTtHocTh, mmeHTHdUKaMs Bcex
TeHOB YeJIOBEeKa U MX PETYISITOPHBIX YIACTKOB MTO3BOJISIET TTO-
JIYIUTh BaXKHYI0O MH(MOPMAIIUIO TSI TOHUMAHUST MOJIEKYJISIp-
HOI OCHOBBI 3a00sieBaHmil. CeKBeHUPOBaHME YeJI0BEUECKOTO
TeHOMa TakKXe CIIOCOOCTBYET MOHUMAHWIO MOJEKYJISPHBIX
MEXaHW3MOB AECTBUSI JIeKAPCTBEHHBIX TIPETapaToB W UACH-
TU(DUKAITNY HOBBIX TAPTETOB, a TAKXKE Pa3BUTHIO (hapMakore-
HOMUKHU (M3ydalolieil 0COOEHHOCTU NeHCTBUS hapMaKoo-
TUYECKUX TPETNapaToB ¢ YUeTOM YHUKAJIBHOTO Habopa TeHOB
nanusuna) [3]. Bonee Toro, mcmonb3oBaHUE PE3yTHTATOB
TEeHETUYECKNX WCCIEOBAHUN ITO3BOJIUT 3HAUYMTEIHHO CO-
KpaTUTh PACcXOMbl, CBSI3AHHBIE C MTPOBEACHUEM KIMHUIECKUX
WCTIBITAHU JIEKApPCTBEHHBIX TIPETaparos [9].

C pa3BuUTHEM TIEPCOHATU3MPOBAHHON METUIIMHBI, OC-
HOBaHHOW Ha HOCTVXKEHMSIX (yHIAMEHTATbHOI HAyKW, BO3-
HUKaeT TOTPeOHOCTh BO BHEAPEHUM TIOTYYEHHBIX 3HAHUI
B KJIMHUYECKYIO TPAKTUKy [6]. DTUM 3amayam oTBevaeT
TPAHCIIAIIMOHHAS MEOWIIMHA — TIPOLIeCC, TpeaycMaTpuBa-
IOINI TIEpeHOC OTKPBITUI, CHETaHHBIX B JIAOOpATOPUSIX,
B cdepy MpakKTUYECKOro MPUMEHEeHMsI B MeauiuHe. TpaHc-
JIAIIMOHHAST MEIUIIMHA TTpexycMaTpuBaeT 4 ¢asbl:
® TpaHcHAUMOHHAs (aza |1 BKIOYAeT NOKIMHUYECKUE UC-

neitaHus 1 [—11 da3bl KMMHUYeCKMX UCCIeI0BaHMIA;

° TpaHcasuronHas dasa 2 skmouaet [ u IV dazsr kimmau-

YeCKUX UCCIIeOBAaHUH, 00CEepBAIITMOHHBIE NCCIEIOBAHMS,

a TakXkKe aHKeTUPOBAHUE;
® TpaHCIAIMOHHAS da3a 3 oleHUBaeT BO3MOKHOCTH HOBO-

TO TIPOIYKTa B PeaTbHOM KITMHUIECKON MPaKTHKeE;
® TpaHCISIMOHHAs (haza 4 B cllydyae yCTeIIHON peann3aun

MEepBBIX Tpex (a3 CTaBUT CBOEU IIENbI0 BHEAPEHUE pe-

3yJIBTATOB TIEPCTIEKTUBHBIX KIIMHUYECKUX WCCIIETOBAHUI

B CHCTEMY 3IpaBooOXpaHeHus [3].

HecomHeHHO, I KTMHUYECKON MPAKTUKU TIOTy4YeHHbIE
JMaHHBIE UMEIOT OTPOMHOE 3HAYeHHE, TaK KaK MPEIOCTABIISIOT
BO3MOKHOCTD OTIpe/ie]IeHUS MTHAUBUIYATbHOTO PUCKA Pa3BU-
TUS TOUW WK WHOU maTtonoruu. [1pencraBum, Kak B Oymyiem
MOXeT OBITh U3JI0XKEH aHaMHe3 KOHKPETHOTO TalleHTa, eCTn
3MpaBOOXpPaHEHWE TOMIET O TYTH TEPCOHATU3UPOBAHHOMN
MenuimHbL. [Ipenmonoxum, B 18 7eT Bo BpeMms AucmaHce-
pU3aly YCTAHOBIIEHO, UTO NS MAIlUeHTa YMep OT OCTPOTO
nHbapKTa MrUOKapaa B MosionoM Bospacte. [Ipu cekBeHMpo-
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SHORT REVIEW

BaHWM BBISIBJIEHBI TPU TeHA, KOTOPbIE CBSI3aHBI C CepIeTHO-
COCYIWCTOU TTaTOJIOTHEH, B CBSA3U C YeM COCTaBJIeHA Mepco-
HaJIbHas IPOTpaMMa TPOMIIAKTUKY — NaHBI PEKOMEHIAITNT
10 TTUTAHWIO, U3MEHEHUIO 00pa3a XXN3HU, MeTNKaMEHTO3HOM
koppekuuu. [lpu obpameHnn 3a MEAWIIMHCKOW TTOMOIIIBIO
B 75 JIeT ¢ xkajobaMU Ha MbIIIeYHble 001 MalueHTy, ¢ yuye-
TOM B TOM 4KCIie OCOOEHHOCTEil TeHOTWIIa, CTABUTCS OUa-
THO3 — OCTpbIi MH(papKT Mruokapaa. Ha ocHoBanum pe3yinb-
TAaTOB TEHETUYECKOTO aHaiM3a HazHaydaeTcs 3hdeKTuBHOE
TIePCOHATIM3NPOBAHHOE JICUCHUE.

KakoB ke TUITMYHBII clieHapuil Ha COBPEMEHHOM 3Tarie?
Hcropust HaunHaeTcss OMMHAKOBO — BCE TOTHA XK€, BO BPEMs
nucriancepusanuy B 18 1et. OmHaKO Ompoc MPOBOIUTCS TTO-
BEPXHOCTHO, HACJIEICTBEHHBI! aHaMHe3 He yTouHsieTcs. Cex-
BEHMPOBaHUE TEHOMA, €CJTN U TIPeIaraeTcs ManeHTy (B JIyd-
meM ciyJdae), BOCIIPUHMMAETCSI MM KaK BBIMOTATEIbCTBO.
B urore oTcyTCTBYEeT BO3MOXKHOCTD MHANBUILYATHHOM OLIEHKHN
prcKa pa3BUTHS TATOJOTHH, B CBS3U C YeM NAlOTCS JIUIIb
o01re peKkoMeHIauuy o o0pa3y XXKU3HU U uTaHuio. Jlanee
MAlMeHTy TIPEACTOUT TMPOUTU TIO0 TPYAHOU NOpOTe KWU3HU:
k 30 romaM y HeTo pa3BUBaeTCs apTepualibHas TUIIEPTEH3N,
Ha3HAUEHHAsT Teparusl BHI3bIBAET MOOOYHBIE d(PhEKTH, To-
STOMY CaMOCTOSITEIbHO OTMEHsIeTCs OOTbHBIM. B KoHeTHOM
cueTe, OH TOYHO TaK e oOpalraercsl 3a MEAWIIMHCKON To-
MOIIIBIO € KaJI00aMU Ha MBITIIEYHbIe 00JIM, OMHAKO B TOPa3no
0oJiee MOJIOAOM Bo3pacTe (TTpudaU3nTEeNbHO B 45 neT). U3-3a
OTCYTCTBUSI 3HAHWI1 O TEHETUIECKIX OCOOEHHOCTSIX OOJTEHOTO
Bpaud HA3HAYAIOT eMy MaTOTeHeTUIecKu HeOOOCHOBAaHHOE
JIedeHre aHaJabreTMKaMu. Yepe3 CyTKM TAIMeHT TOCTYIaeT
B peaHNMAIINIO C KAPAMOTEHHBIM IIIOKOM U YMUPAeT.

Takum 006pa3oMm, TJABHBIM HIEOJOTUIECKUM TIOJIOXKE-
HUEM TepCOHAIM3WPOBAHHON METUIIUHBI SIBISIETCS WHAWU-
BUIYQJIbHBIN TTONXON K KaXXIOMY TAIMEHTY IyTeM CTpaTh-
duxKauuu puckoB U npoduiakTuku. Takxke B 3aga4yyd HOBOM
KOHIIETIIINY BXOIWUT TPOTHO3MPOBAHNME OTBETa HA TEPAITUIO
pas3TUIHBIMU TIpenapatamMu. Hanmmune y KITMHULIMCTOB TaKoi
LIEHHOW WH(hOPMAIINKU TIO3BOJIIET UM DPa3paboTaTh IMepco-
HUDUIUPOBAHHYIO cTpaTeruio jedeHus [3]. B wactHOCTH,
B HacTosIIIee BpeMsT 0OCYXXIaeTcsl BO3ZMOXHOCTh MpPUMEHe-
HUS B KimHU4YecKoii mpaktuke JJHK-mMukpounmios, kotopbie
TTO3BOJISIIOT TIPOBECTH CEKBEHMPOBaHWE TEHOB 32 KOPOTKOE
Bpems. Mcronb3oBaHMe TAHHOU TEXHOJIOTUM TIEPCIIEKTUBHO,
HarpuMep, IS aHajn3a oauMopdu3Ma TeHOB (epMeHTOB
uuroxpoma P450 (CYP2D6 w CYP2C19), KOTOpbIe YIaCTBYIOT
B MeTaboimn3Me MpuMepHO 25% COBpPEMEHHBIX TPETapaToB.
BHenpenue MeToma MO3BOJIUT KIMHULIMCTAM Ha3HAYaTh WH-
MVBUIYAJIbHYIO O3y JIEKAPCTBEHHOTO CPENCTBA B COOTBET-
CTBUU C pe3yIbTaTaMU TeHETMUECKOTO TeCTUPOBaHUS |3].

Ha mepBbIif B3rmsim, MenuuuHa TepCcOHATU3UPOBAHHAS
TIPOTUBOITOCTABIISIETCST MEAWIIMHE nokaszarenbHou. Ho, He-
CMOTPST Ha KaXYIIyIOCsI HECOBMECTUMOCTD TAaHHBIX KOHIIETI-
Wi, HAWJIYYIIUM SIBJISIETCSl UX WHTETpaluus B WHTepecax
manreHTa. Tak, B KaXIOM KOHKPETHOM Ciydae pelIieHue
HEOOXOIUMO TIPUHUMATh Ha OCHOBAaHWU JOKA3aTeNbCTB, TI0-
JIy9eHHBIX B XOJ¢ MCCIeNOBaHU, HO 00SI3aTeTbHO C YUETOM
WHIWBUIYATbHBIX 0COOEHHOCTE GOTBHOTO.

Taxxe co3maeTcs TOXXKHOE BIIeYaTIeHUE O HEMTPeMEeHHOM
YBEJTMYEHWM 3aTpaT Ha cdepy 3MpaBOOXpAHEHUS MPU BHeE-
NPeHUN BCEX WHHOBALIMOHHBIX TEXHOJOTHI, OTBEYAIOIINX
3aJadaM TIepCOHAIM3UPOBAHHON MenuunHbBL. OqHAKO B Heii-
CTBUTEILHOCTA CTOMMOCTD OKA3aHUST METUIIMHCKOMN TTOMOIIIN
TOJIBKO YMEHBIIUTCS. Tak, MpuMeHeHe TeHETUUECKOTO TecTa
IUTST KOPPEeKIIUU O3kl BapdaprHa MO3BOJIUT TPENIOTBPATUTD
17 ThIC. CTydaeB MHCYNIBTA U 85 THIC. CITy4aeB CUIILHBIX KPOBO-
TEUYEHUI eXXErOHO, COKOHOMUB TIpU 3TOM 1,1 MIIp1 TOI1apoB
CIHIA. CormacHO JaHHBIM APYTOTO WCCIENOBAaHUSI, OIIEHKA
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MYTallMOHHOTO cTaTyca reHa KRAS mo3Bosuia 66 COKpaTUTh
pacxombl Ha mpoBeneHre aHTU-EGFR Tepanmuu y GolbHBIX
METAaCTaTUUECKUM KOJOPEKTAIbHBIM pakoM Ha 600 MJIH 10J1-
napos CLIA B rox [9].

[MpuBenem mpumMep M3 COOCTBEHHON KIIMHIMUECKON MpaK-
TUKU, KOTOPBIN HATJISITHO JIEMOHCTPUPYET 11eIeCO00pa3HOCTh
MPUMEHEHUs TIEPCOHATU3UPOBAHHOTO TIOAXOAA HE TOJIBKO
IUTST YIy4YIIeHWsT KavyecTBa XMU3HW W YMEHBIIEHUS CMepT-
HOCTH, HO W IS CYIIECTBEHHOW SKOHOMMM (DMHAHCOBBIX
CPEICTB.

Kimmnangeckwnii cryqaii 1

IMauuent K., 76 et, rocimranusuposad B ®I'BY «<HM UL
SHIOKPUHOJIOTUN» TI0 TIOBOLY KPUTHUECKON UIIIEMUU JIEBOM
HIDKHEW KOHEYHOCTH C pa3BUTHEM TaHTPEHBI Maiblia U (ier-
MOHBI JIeBOU cTombl. bonbHO# mmutensHOe Bpemst (¢ 55 ier)
CTpajgal apTepuaqbHOU TUTIEPTeH3Uei (C MaKCUMaTbHBIM
IMOABEMOM apTepHuaibHOTo maBieHus 1o 180/120 MM pT.cT.)
M caxapHbIM AuabeToM 2-To Tuma (BBISIBIEH B 67 jer); B 61
TOJI TIepeHeC OCTPbIil MHGbAPKT MUOKapaa. Takxke W3 aHaM-
He3a U3BECTHO, YTO B 71 TOM B CBSI3W C KPUTUIECKOU UIIIEeMU-
eil TpaBoil HUXKHEl KOHEYHOCTU TIPOBeleHa TPOMOIKTOMUS
U3 TPaBOil TIOBEPXHOCTHOI OempeHHON aprepuu. Torma ke
BIIEpBHIC BBISIBJIEHA aHeBpU3Ma WHGPapeHaTbHOTO OTAesa
AOpTHI, KPOME TOTO, MUATHOCTUPOBAHO HAJMUKME XPOHUIE-
CKOI1 60J1e3HM TToUeK Ha (poHEe MOUEeKaMEeHHO 00JIe3HM, XPO-
HUYECKOTO THeIoHe(ppruTa M CTEHO30B TOYEUHBIX apTepuii
(8 2010 T. BEISIBIIEHA CMOPIIICHHAS JieBas TIouka). M3 comyTt-
CTBYIOIINX 3a00JIeBaHUII MMEIN MECTO TOCTOSTHHasT hopma
bubpmIAIIYT TIpeacepnnii 1 TIoTHAsT 6JI0Kama JIeBO HOKKY
myuka ['mca. IIpu obcnenoBanuu B ®I'BY «HMMUIL sHmo-
KPWHOJIOTUM» TIOATBEPKIEHBI HAIWYUE aHEBPU3MBI OpIOII-
HOTO OTHIeNTa aopThl C MAKCUMAJIbHBIM TUaMeTpoM 84 MM
M MAaCCUBHBIM TIPUCTEHOYHBIM TPOMOO30OM, CTEHO3BI YCThEB
roueuHbIx aprepuii (90% cnesa u 70—80% cripasa), a Takxe
OKKJTIO3UM B MIPOKCUMATTLHBIX TPETSIX 00eUX MOBEPXHOCTHBIX
OeIpeHHBIX apTepPUil M HEMOCTATOYHOE KOJUIaTepaTbHOE KOH-
TpacTUPOBAHUE TIOAKOJEHHBIX W apTepuii rosieHu. B cBs3m
¢ pa3BUTHEM (DIIETMOHEI JIEBOI CTOITBI M HAPACTAHNEM KITMHU-
YECKMX TIPOSIBIEHUN WHTOKCUKAIIMU TIPOBEICHBI BCKPBITHE
THOWHWKA W aMITyTalus 3-To mablia JeBoil crombl. Kpome
TOTO, TAIIMEHTY OTHOBPEMEHHO BBITTOJIHEHBI KOPOHApPOTpa-
ust (BBISIBIEHO MHOTOCOCYIVCTOE MOpakeHWe KOPOHAPHBIX
apTepuii), a TaKXKe 2HAOBACKYJSIPHAs PEKOHCTPYKTUBHASI
orepanusi Ha TPeX COCYIUCTBIX OacceifHax: CTEeHTHPOBAHUE
apTepuu eqUHCTBEHHO! (hyHKIIMOHUPYIOIIEH MpaBoil TIOYKH,
SHIOTPOTE3UPOBAHNE AHEBPU3MBI OPIOIITHOTO OT/AEa A0PTHI,
OayUTOHHAST aHTUOTUIACTUKA M CTEHTUPOBAHUE apTepPUil JIEBOiL
HIDKHeW KoHewuHocTu. [locie BoccTaHOBIEHMS KPOBOTOKA
B JIEBOIl HVDKHEW KOHEYHOCTU TIOA CITMHHOMO3TOBOI aHe-
cTe3ueil B IBa 2Tara MpOoBeIeHbl XUPypruieckrue o0paboTK
paHeBoro nedekTa W ammyTanus 1—5 TanblieB ¢ pe3eKiueit
TOJIOBOK TUTIOCHEBBIX KOCTeil. B 3akimioyeHue BBITIONIHEHA
TpaHCMeTaTap3aabHasT Pe3eKIINs C OMHOMOMEHTHBIM TIACTH-
YeCKUM 3aKPBITUEM PaHbl MECTHBIMU TKaHsMU [10].

[pencraBneHHBIN KIMHUYECKUI CIydail TSXKEJIOTO Tede-
HUSI caXapHOTO ArabeTa v MyJIbTU(DOKAIEHOTO aTepoCKiIepo3a
TpeGOoBaJl THTETPUPOBAHHOTO TTOIXOa U COBMECTHOI paboThI
SHIOKPUHOJIOTOB, KapIUOJIOTOB, CIIEIUATNCTOB 110 THOWHOM
XUPYPTUU U PEHTTeHIHIOBACKY/SIPHBIX XUPYPTOB B paMKax
OKa3aHUs BBICOKOTEXHOJOTUYHOU MEIUIIMHCKOI TTOMOIIIH.
Ob6mmas crommocts JJedeHus nanueHTta K. cocrasmwma 1 mutH
py6neit. BMecTe ¢ TeM B COBpeMEHHBIX YCIOBUSIX BHEIpEHNE
MEePCOHATM3UPOBAHHON MEIVIIMHEI TTO3BOJIUIO OBl TIpemy-
MPENUTh Pa3BUTHE TSKETBIX OCTOXHEHUU OCHOBHOTO 3a00-
JIEBaHUSI U, COOTBETCTBEHHO, COKPATUTh PACXOJIBI HA WX Jieue-
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Hue. Tak, Mo qaHHbBIM HanmoHaasHOTO MCClienoBaTeTbCKOTO
nHcTuTyTa TeHoMma venoBeka CLLIA, ctoumocTh cekBeHUMpO-
BaHUs reHoMa B miosie 2017 1. cocraBwia Bcero 1121 momap!
J11s1 cpaBHEHUSI, CTOMMOCTh CEKBEHUPOBAHMST YEJIOBEUECKOTO
reHoma B pamMkax HGP coctaBmsuta ot 500 MiaH mo 1 mipm,
aeme B 2001 r. — okomo 95 muH noyutapos CLIA. [lanee 6ma-
TOIapsT PEBOMIOIIMOHHBIM TOCTIKEHUSIM B TeHETHKE U TTepe-
XOIy OT CeKBEHUPOBaHUS 1m0 MeTomy CoHrepa M Kamwisip-
HOTO MeToJa K TapauleTbHOMY CEKBEHHPOBAHUIO YIAIOCh
CYIIIECTBEHHO COKPATUTh PACXOMObI HAa TIPOBEACHUE OIHOTO
uccienoanus 11, 12]. Bosee Toro, cTouMOCTb MOJTHOTCHOM-
HOTO aHaM3a MpojposrkaeT magath [11—13]. OgHOBpeMeHHO
TPOUCXOAUT 3HAYUTESbHOE YBEIWYeHWEe KOJNMIEeCTBA TONYy-
yaeMoi ”H(GOpMaIlUM Ha OMHOM Tipubope: ecu B 1980 1. aToT
mokaszaTenb coctaBisul 10 kmrob6as3, To B mocienytomme 30
JIeT oH Bo3poc mo 1 mapa! Takum oOpa3om, yxke ceifgac HaMm
OTKPBIBAIOTCS IMIMPOKKE BO3MOKHOCTHU TI0 BHEIPEHUIO TOCTH -
JKEHU1 TeHOMUKU B KIIMHWYECKYIO MTPAKTUKY!

Ilepconanu3upoBaHHass MeIMIIUHA
U TeHETHYECCKO€C KOHCYJIbTHPOBAHHUE

l'eHeTnUeckoe KOHCYIBTUPOBAHUE SIBISIETCSI HEOTHEMIIE-
MOl YacThlO MEePCOHATM3UPOBAHHONW MemuIUHBL. C ydeTom
WHIVBUIYAILHBIX OCOOCHHOCTE! TallMeHTa, TAKUX KaK BO3-
pacT MaHudecTanuu 3ab01eBaHUsI, OCOOEHHOCTU KITWHU-
YECKOTO TeYCHUST U APYTMX MPU3HAKOB, TPOBOISTCS aHAIM3
U yTOUYHEHUE:

1) cmexTpa HEOOXOAMMBIX TEHETUIECKUX TECTOB U TOCIEN0-

BaTEJIbHOCTH VX BBITIOJIHEHMS;

2) TpOTHO3a TEHETWYECKU NeTePMUHUPOBAHHOTO 3a00JeBa-

HUSI ¥ BEPOSITHOCTY Pa3BUTHUSI COITYTCTBYIOIIEH ITATONIOTUN;
3) pucka pa3BUTHS 3a00JIEBAHUS Y WIEHOB CEMbU, B TOM

YUCJIe PUCK POXKIEHUS peOeHKA C TaHHBIM 3a00JIeBaHEeM.

Ha ocHoBaHMM TIOJYYeHHBIX TAHHBIX OMPENESIeTCS OTI-
TUMAJIbHBIN aJTOPUTM BeNeHUs] TAIMEeHTOB W YJICHOB WX
ceMeil. PaccMOoTpuM KIIMHMYECKUE TPUMEPHI, WLTIOCTPU-
pyIOIIe BaXHYIO POJb TeHETUIECKOTO KOHCYJIbTUPOBAHUS
B COBPEMEHHO MEIUITNHE.

Kak m3BecTHO, OONBIIMHCTBO afeHOM rumnodu3a cropa-
NIUYECKUE, OJIHAKO, TIO TIOCJICAHUM JTAaHHBIM, 10 5% omyxoJei
SIBJISTIOTCSI HACJIENCTBEHHBIMU. B dWacTHOCTM, B JuTepatype
omnucano 6onee 200 cemeil ¢ M30TMPOBAHHBIMU CEMEITHBIMU
aneHoMaMy Tunodwu3sa (familial isolated pituitary adenomas,
FIPA). Oxono 15—20% FIPA-cemeii UMEIOT MyTallMK B TCHE
AIP, xonupyrolieM 6e0K apuIyTJieBOIOPOTHOTO PElernTopa.
B nHacrosmee BpeMs usBectHO Gosee 50 mytammii AIP pas-
JuaHOTO Xapaktepa. CeMbU C MyTallMsIMA B JTaHHOM TeHE
OOBIYHO WMEIOT XapaKTepHBI (hEHOTHUII, KOTOPBIN OTIN-
yaeTcs OT BapwaHTa C OTCYTCTBMeM MyTauwmii [14]. Taxk,
y AlP-nosutuBHoro mamueHTa FIPA-cembn 3abosieBaHMe
pa3BuBaeTcs B 6oJiee paHHEM BO3pacTe M0 CPABHEHUIO C UJie-
HaMM CeMbM, He umeromumMu myrtauuu [15]. I[pu aToOM Hau-
6osiee yacto (B 85%) BCTpEUarOTCsi COMATOTPOITMHOMBI MU
COMATOTIPOIAKTUHOMBI, Y 10% mManueHTOB 00HApyXKUBaeTCSI
MpoJakKTUHOMA U 'y 5% — HeakTuBHas aneHoMa. Kpome Toro,
HaJT4ue MyTalny B reHe A/ P BO MHOTHX CITyJasiX aCCOLIUUPO-
BaHO C OOJBIIMMU Pa3MepaMU OITyXOJIM U IKCTPACEIUISIPHBIM
pacmpocTpanenneM. KnmHudeckn Takue dhopmbl 3aboseBa-
HUST XapaKTePU3YIOTCS arPECCUBHBIM TEUEHUEM W PE3UCTEHT-
HOCTBIO K TIPOBOIUMOMY KOMILUIEKCHOMY JICUeHHIO [14].

JTsl MJUTIOCTPAlY M3JTOKEHHBIX JTAHHBIX TIPEACTaBISIETCS
11e71ecoo0pa3HbIM TIPUBECTU KIMHUYECKOe HAOIIOIeHe Har-
6onee sipkoro ciydass FIPA u3 mpaktuku ®I'BY «HMMUI]
SHIOKPUHOJIOTU».

SHORT REVIEW

Kmmnamaeckwnii ciygaii 2

[Mamuent ., 1977 roma poxXneHUs, cUATaeT ceOsT 6OIb-
HBIM Cc 14 7eT, Korma cTaJi OTMedaTb OBICTpOe yBeIude-
HHUE pocTa (Ha MOMEHT TtocienHero oocienoBanusi B ®I'BY
«HMMUALI supokpuHojgorun» — 202 cM). Y OOJbHOTO IHa-
THOCTMPOBAHO HAJW4Me aKPOTUTAHTU3MAa, MaKpOaIeHOMBI
runodusza pasmMepoM 32X24X26 MM C pacIpoCTpaHEHUEM
B KaBepHO3HBIE CUHYCHI, B CBS3U C UM MTPOBOIVIINCH JTydeBast
Tepamnusi, TpaHCHA3aJbHasI afleHOMIKTOMUS, a TAaKKe MEeIM-
KaMEHTO3HOE JIeueHNe aHaJOTaMi COMAaTOCTaTUHA W arOHU-
CTaM¥ PEleNTOPOB K NohaMUHy B pa3TMIHBIX KOMOWHAIIMSIX.
OpHako Ha 9TOM (OHE CHIDKEHUS] TOPMOHAIBHOW aKTUBHO-
CcTH He 3adUKCUPOBAHO (MaKCUMATbHBIN YPOBEHb WHCYIIU-
Horono0Horo (akropa pocra 1 695,9 Hr/Mi1, COMAaTOTPOITHBLIA
ropMoH — 6ojiee 50 Hr/mi). [IpuHMMast BO BHUMaHUE OTCYT-
CTBUE CHUXEHUSI TOPMOHATBHOU aKTUBHOCTH Ha (hoHE paHee
TIPOBOMMOM Teparuu, paccCMaTPUBAETCS BOIIPOC 00 WHAM-
BUIYAIBHOM TIOIXONE K JICYCHUIO MallMeHTa — Ha3HAYeHUU
AHTaroOHNCTa PElenTOpoB ropmMoHa pocta [lerBucomanTa.
Kpowme Toro, ¢ yueToM Bcex KIIMHMYECKUX (MOJIONOI BO3pacT,
arpeccrBHOE TTOBEIEHNE OITyXOJI) U aHAMHECTUIeCKuX (TIpu
TMOAPOOHOM aHAaTN3e TeHeaJOTMYeCKOro JepeBa CeMbH BbI-
SIBJIEHO HaJIM4Me afeHOMBI TUTO(u3a y ABYX PONCTBEHHUKOB
TMaIeHTa) JaHHBIX TIPENITONIOXEeH HACIeNCTBEeHHBIN Xapak-
Tep 3aboneBaHUsI. MOJIEKYISIPHBIMA METONAMU OOHapyKeHa
ToyeyHasi HOHceHc-mytaiust (¢.783C>G, p.Y261X) B 5-m
5K30He reHa A/P. YCTaHOBIEHO, UTO HOCUTEISIMU MYyTalluu
SIBJISIIOTCS CeCTpa TMalKreHTa ¢ MUKPOTIPOTAKTUHOMOM TUTIO-
(uza (mmarHo3 ycTaHoBJIeH B 18 JeT), a Takke OTel U TeTs
10 OTIOBCKON JMHUM (063 KIMHUIECKUX MPU3HAKOB 3200-
JIeBaHUI TUTIOTaTaMOo-TurodusapHoit obnactu). Mcxons us
BBIIIIECKA3aHHOTO, MOXXHO CIeJIaTh BBIBOI O HEOOXOAMMOCTHU
CKpUHWHTAa MyTaluii TeHa A/P y TallUeHTOB C aIeHOMaMU
runodur3a ¢ 1e6I0TOM B MOJIOIOM BO3PACTe C IENbIO OTpe/e-
JIEHUsI TIPOTHO3a 1 BBIOOpA pallMOHAIbHOM Teparmu [16].

SApkuM TIpUMEpOM peanu3aluy TPUHIUIIOB TIepPCOHA-
JIM3UPOBAHHONW MEIWIIMHBI B KIMHUYECKOU TPAKTUKE SIB-
JISIeTCST OTIpefie]iIeHNe TAaKTUKUA B OTHOIICHUW TPOMUIAKTH-
YeCKOW TUPEOUIDPKTOMUN y AeTell TMAlMeHTOB C CUHIPOMOM
MHOXECTBEHHOW YHIOKPUHHOW Heorazuu 2-to Tuma. [1pu
TIPUHITUYN PELIeHUsT 00 OMTUMATbHBIX CPOKAX BBITIOTHEHMUS
XUPYPTUIECKOTO BMEIIATEThCTBA TIPU HACJIENCTBEHHOM Me-
IYJUISIPHOM pake IUTOBUIHON JXeJle3bl ¥ ero 00beMe (U301~
pOBaHHASI TUPEOUIIKTOMUS UJIM B COYETAHUN C LIEHTPATTbHOM
nuMdbonuccekieil) HeoOXoMUM MYJIbTUANCIUTITMHAPHBIN
TOIXOMI C yJ9acTUeM XMPYPTOB U TEAMATPOB-IHIOKPUHOIO-
roB. C OTHO¥ CTOPOHBI, TIPU OTCPOUEHHON TUPEOUIIKTOMUN
CYIIeCTBYeT PUCK MeTacTazupoBaHus. OTHAKO He clemyeT
3a0bIBaTh 00 OCIIOXKHEHMSIX U TIOCTIEACTBUSIX XUPYPTUUECKOTO
BMEIIATebCTBA B JETCKOM Bo3pacTe (0ojiee BBHICOKUIT PUCK
TTOCJIEOTIEPAIMIOHHOTO TUTIONIapaThpeo3a MO CPaBHEHUIO CO
B3pOCIIBIMU, a TaKXKe HU3KUI YPOBEHb KOMILIaeHCA TIPU Te-
panuu MoCIeoTepallioOHHOTO TUTTIOTUPE03a).

B amoxy oTcyTcTBUS BOZMOXHOCTH TIPOBENCHUS aHAIM3a
JHK nrarHo3 HacnencTBEHHOTO MEMyJUIIPHOTO paka IIHUTO-
BUIHOI XeJie3bl YCTAaHABIMBAJICS HAa OCHOBAaHWM OTIperesie-
HUST OHKOMapKepa KaTbIIUTOHWHA, TIPU 3TOM OTCYTCTBOBAIN
o01IenTp3HAHHBIE KPUTEPUH, OIPENessIoNne MOKa3aHUsI
K BBITIOJIHEHUIO TUPEOUAIKTOMUU. M3BecTHBI mpamarude-
CKHE CITyJ9an, KOTa OMepaTUBHOE BMEIIATETHCTBO BHITIOTHSI-
JIoch y nereit 6e3 myrauuu B reHe RET. B Hacrosiee Bpems
BBISIBJIEHBI (DeHOTUTI-TEHOTUTTNIECKUE KOPPENISIIIUU TIpU Ha-
CJIEICTBEHHOM MENYJUSIPHOM pake IMUTOBUIHON JKeJe3Hbl,
W B TO Xe€ camMoe BpeMsl OYEBMIHO HAJINUYME BBIPAKEHHON
TeTepPOTeHHOCTH B BO3pacTe MaHU(ECTAIINY U aTPECCUBHOCTHI
3a00JIeBaHMSI CpeU WIEHOB OIHOI ceMbu. [ToaTOMY B coBpe-
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SHORT REVIEW

MEHHOM TTOHUMAaHWUM PelIaloiuMu hakTopaMu Mpu TIPUHS-
TUW PELIeHUs O TIPOBEICHUN MPODWIAKTUIECKON OTeparnu
TTOJIKHBI OBITh UMEHHO KITMHUYECKe TaHHbIE, B TIEPBYIO OUe-
penb ypoBeHb KaJbIIMTOHNHA CHIBOPOTKY, OTHAKO 00513aTe b~
HO IPUHUMAIOTCS BO BHUMaHUE U PE3YIbTaThl TEHETUIECKOTO
TECTUPOBAHUS.

C 1enpio co3maHusl PEeKOMEHIAIWH IO ONTUMAaJIbHBIM
CpoKaM TIpOBeAeHUST MPOMUIAKTUIECKON TUPEOUIIKTOMUN
LIeJeBOW TpynIoil AMepMKaHCKOW TUPEOUI0I0rnYecKoi
acconmanuu paspaboTraHa Kiaccu(puUKaIUsl arpeCCUBHOCTH
MEIyJ/UIIPHOTO paKa IIMTOBUIHONM XeJe3bl B 3aBUCUMOCTH
oT xapakTtepa myrauuu RET. BblaenasioT Tpu TPYIbI pUcKa:
camblii Bbicokmit (kateropusti ATA-HST) — npu myranun
B komoHe MYI8T; Beicokuit (kateropusi ATA-H) — mipu
myraiuu B KogoHax C634 u A883F; ymepeHHbIil (KaTeropust
ATA-MOD) — mpu Mmyranusx B Apyrux KomoHaxX. Tak-
TUKA BEIEHWS IMAIIMEHTOB OIpeNesieTcsl WHINBUAYATbHO,
B 3aBUCHUMOCTH OT JaHHBIX KJIMHUKO-Ta00paTOPHOTO W WH-
CTPYMEHTAJIbHOTO O0CJIEIOBAaHUS 1 U3BECTHOU T€HETUIECKOt
aHoMaymu. B wacTHOCTH, y JTUII, OTHOCSITITUXCST K KAaTETOpUMN
ATA-HST, pasBuBacTCsl arpeCCUBHBIN paK, MMO3TOMY THpPE-
OUNIPKTOMMUSI TOJDKHA OBITh BBHITIOTHEHA KAaK MOXHO pPaHb-
111e — B TIEPBBIE TOMIBI WJIU JaKe MTePBbIe MeCSIIbI XKU3HU. [1pun
OTCYTCTBUU TOMO3PUTETHHBIX TUM(DATUIECKUX Y3II0B BOTIPOC
0 TEHTPATBHOU TUMGMOINCCEKIINN pelIaeTcsl Ha OCHOBAaHUM
BO3MOXHOCTU MACHTU(MOUKAIINY OKOJIOIIMTOBUIHBIX XKele3
C TIOCTIEMYIONIUM WX COXpaHeHWEeM WM ayTOTpaHCIIaHTa-
mueit. letssM ¢ BbICOKUM puckoM (kareropus ATA-H) mo-
Ka3aHO eXeromHoe obcenoBaHue, BKITIOUast YIbTPa3ByKOBOE
WCCIeOBaHUE IIeW W W3MepeHWe KOHIEHTPAINYW KaJlblI-
TOHWHA, HaYMHas C Bo3pacTta 3 jieT. TUPeOuTIKTOMUST BbI-
TIOJTHSIETCS] B BO3pacTe 5 JIET WM paHee Ha OCHOBAaHUU BBISIB-
JIEHUSI TIOBBIIIIEHHOTO YPOBHS KalbluTOHWHA. LleHTpambHas
JUMQOIUCCEKINST TTPOBOMUTCST Y NeTeil ¢ KOHIeHTpaluen
KalbUTOHMHA 6osee 40 1r/MiI uiav TIpu HATMIUU MeTacTa-
30B B JMMGATUIECKUe Y3Jbl. Y TAIMEHTOB, OTHOCSIIUXCS
K kateropun ATA-MOD, B TUNMWYHBIX ClIydasXx HanmMeHee
arpecCUBHBIN MeMyJ/UIIPHBIN paK MIUTOBUTHON XKeJIe3bl MO-
JKeT pa3BUTHLCS U B OoJiee o3MHEM Bo3pacte. PerymsipHoe 06-
cJeoBaHNe, BKITIOUAsT YJIBTPAa3BYKOBOE MCCIIENOBaHUE IIIEH,
ompefiesieHe KOHIIEHTPAIIUU KaJTbIIUTOHNHA, PEKOMEHIYeT-
cs1 ¢ Bo3pacrta 5 siet. [IpoBeneHre THPEONIIKTOMIY ITOKAa3aHO
B JIETCTBE WJIM paHHEM B3POCIOM BO3pacTe Ha OCHOBAaHUM
BBISIBJICHUST TIOBBIIIEHHONW KOHIIEHTPAIMM KaJIBIIMTOHWHA.
OnHako, TO pPEelIeHUI0 POAWTENeil, ormepanus MOXeT OBITh
BBITIOJIHEHA B Bo3pacTte S jetT [17].

[pyroit wiuocTpanueii WHAWBUAYAJIBHOTO ITOAXO0MA
K 00CIeOBaHUIO OOJBHBIX C SHIOKPUHOMATUSIMU SIBIISIETCS
MPOTOKOJI TIOMCKA MyTauuii mpu (heoXpoMOLUTOMEe W Tia-
paranrimome. bomee 1/3 Bcex manmeHTOB ¢ TaHHBIMU 3300-
JIEBAHUSIMU UMEIOT HACJIECTBEHHBIE MYyTallUU, TTOOTOMY He-
00XOIMMOCTh TEHETUIECKOTO MCCIeHOBAHUS JOKHA OBITh
OlleHEeHA TSI KaXKIOTO OOJIBHOTO. YUUTHIBAsT BEICOKYIO CTOU-
MOCTb, TOTAIbHBI CKPUHUHT BCEX TOUEK BO3MOXKHBIX MyTa-
L1 HelleJiecooOpa3eH: UCCIIeIOBAaHNE TOJKHO BBITIOTHSITHCS
10 OTIpelleIeHHOMY aJTOPUTMY, OCHOBAHHOMY Ha KIIMHU-
YECKMX, TOMMYECKUX, JTAOOPATOPHBIX U aHAMHECTUYECKUX
TAHHBIX KOHKPETHOTO MarueHTa. [1py Hammamm xapakTepHOu
KIMHUYECKOW KapTUHBI TIPOBOIUTCS 1I€JIEBOE TeHETUIECKOe
TECTUpOBaHUE (HAIpUMeEp, B CIydae coueTaHust heoxXxpomo-
LIUTOMBI C MEYJUISIPHBIM PAaKOM IITUTOBUIHOMN JKeIe3bl TOKa-
3aH moucK mytauuii B rene RET). Bo Bcex OCTabHBIX CITydasix
o0cenoBaHue TMPOBOIUTCS TIO OTIPENETICHHOMY aJTOPUTMY.
B yactHOCTH, MalMeHTaM ¢ BHEHAANOYEUHUKOBOM MaparaH-
IJTUOMOU TIEPBUYHO HEOOXOAMMO WCKIIIOYATh BECh CIEKTP
SDH-mMyTanuit, Ipu MeTacTaTUIecKOM MOPaKeHUN — MyTa-
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o SDHB. TlocnenoBateIbHOCTh TEHETUUECKUX UCCIIe0Ba-
HUH TIpU HAATIOYEYHUKOBOU JTOKATM3AIINN OTIPENEISIeTCS TH-
oM ceKpenuu omyxonu. [larmenTam ¢ mpenMyIecTBeHHBIM
MeTaHe(PUHOBBIM TUIIOM B TIEPBYIO OYepelb ITPOBOIUTCS
cekBeHUpoBaHue reHa RET, TIpu oTpUIIaTeTbHOM pe3yIbTaTe
uccnenytotcst tensl TMEM 127w MAX. B ciyyae mpeumyiie-
CTBEHHOTO TIOBBINIEHUS] KOHIIEHTPAIIMU HOpPMeTaHe(hPUHOB
BBITIOJIHSAETCS MMOUCK MyTauuii reHa VHL, nanee — B reHax
SDHD, SDHB, SDHC, MAX. ®ecoxpoMoiToMa Haamouey-
HUKOB C T0(OaMUHOBBIM TUTIOM CEKPEIINH SIBIISIETCS TToKa3a-
HHUEM K UCKITtoueHuto SDH-mytanmii [18].

AKTyaTbHBIM BOTMIPOCOM B COBPEMEHHON KITMHUYECKON
MPAKTUKE SIBIISIETCSI BO3MOXKHOCTb TPOTHO3UPOBAHUS pa3-
BUTHUSI 3200JI€BAHUS U €TO OCIIOXHEHUH, a Takke d3DPeKTUB-
HOCTH MEIMKAMEHTO3HOTO BO3MIEUCTBUS C WCITOIB30BAHUEM
TeHeTUIeCKMX MapKepoB. JlaHHAsT cTpaTeTusl HampaBiieHa Ha
OIIEHKY WHIWBUIYAIBHOTO TEHETMUYECKOTO pUCKa C IIETbIo
TocJeayoleit pazpabotku nuddepeHITMPOBAHHOTO TTOIX0aa
K TIpopWIaKTUKe U aTalTUPOBAHHOTO JICUeHUS 3a00JIeBaHUSI
U ero OCJIOXHeHUii. B HacTosiiee BpeMsi oydeHbl MHOTO-
obermaronivie pe3yabTaThl psaa UCCIeIOBAHUN B OTHOIIEHUM
TeHOB-KaHIUIATOB, OTIPENEISIONINX TTPEIPaCIIONIOKEHHOCTh
K Pa3BUTHUIO IIMPOKO PACTIPOCTPAHEHHBIX 3a00JIeBAHUIA,
MPECTaBISIIONINX COO0N MeaUKO-COIMAIBHYIO TpobieMy,
B YaCTHOCTH K caxapHoMmy auabety 2-ro tuma. CoBpeMeH-
HOU HayKe M3BECTHO OKoyio 40 Te€HOB, acCOLUMPOBAHHBIX
c maHHBIM 3aboneBaHueM. [Ipu 3TOM B 3aBUCHMOCTU OT
BEIYILIETO TAaTOTeHETUIECKOTO MeXaHU3Ma B pa3BUTHE caxap-
HOTO MrabeTa 2-TO TUIA MOTYT BHOCUTH BKJIAJ pPa3HbIE TEHHI,
OTIPEIETSTIONINEe CUHTE3 W CeKPELIUI0 MHCYTMHA WIA TyBCTBU-
TEJIBHOCTh K TaHHOMY TOPMOHY TKaHeil. K mepBoii rpymre
otHocsiTcs TeHbl CDKALI, CDKN2A u CDKNZ2B, Kotopbie
PeTyIMpyIoT UKINH3aBUCUMbIE KMHA3bI, OTBETCTBEHHBIE 32
npordepannio [S-KIeTOK MOMKETyI0UHOM XKeesbl [19—21]
(TakuM 00pa3oM, pa3BUTHE CaxapHOTO nuabera 2-TO TUIIA
npu nosmMopdu3Max TaHHBIX TEHOB OTIOCPETOBAHO YMEHb-
IIEHEM MAaCCHI 3-KJIETOK, OTHAKO He UCKITIOYAIOTCS U IPyTHe
MexaHu3MbI [22]). Takke K 9TOi KaTeropuud MOKHO OTHECTH
TCF7L2 — TeH TpaHCKPUTMIIMOHHOTO (hakTopa 7, KOTOPHIit
SIBJISIETCSI COCTaBHOM dYacTblo Wnt-CUTHATBHOTO TIYTH, 3a-
NEACTBOBAHHOTO B PETYJISIIAYA MEXaHU3MOB POCTa, Pa3BUTHS
" PYyHKIIMOHMPOBAHUS [3-KJIeTOK. Tak, MOJTHOTEeHOMHOE CKa-
HUpOBaHUE TeHOB 1924 mammeHTOB C caxapHbIM OUA0ETOM
2-to Tuma u 2938 3M0pOBbIX JIIONEl BBISIBUIO CTPOTYIO acCo-
LIMAIVIO OMHOHYKJIEOTUIHBIX TouMopdu3MoB reHa TCF7L2
¢ TIpeapacIoIoXeHHOCThIO K 3aboneBanuio [20]. [Ipu atom
pUICK pa3BUTHUS caxapHOTo nuabera 2-TO TUTA TTOBBIIIAETCS
MPU HOCUTENbCTBe ayutenst 7' u reHorumna 77 (OTHOIIeHUE
maHcoB, odds ratio, OR, paBHoe 1,51 1 2,47 COOTBETCTBEHHO)
U yMEHbIIAeTCsS TIPU HOCUTENbCTBe ajutenss C, TEeHOTUIIOB
CT u CC (OR 0,66; 0,73 u 0,80 coorBerctBeHHO) [21]. EIre
OTHNM T€HETUIeCKUM MapKepoM, OTIPENeISIIONINM Tpenpac-
MMOJIOXEHHOCTh K caxapHoMy AWabeTy 2-TO TWIIa, SIBISIETCS
JoKyc #$5219 rena cyobeauHuibl Kir6.2 kaHama it TpaHc-
ropta noHoB Kanust KCNJ11 [19—21]. [1pu aTOM purck pa3Bu-
TUs 3a00JIEBaHUST YBEIMUUBACTCS TIPU HOCUTEIBCTBE aJUIETIsT
Lys v renotuna Glu/Lys v Lys/Lys (OR 1,35; 1,07 u 1,53 co-
OTBETCTBEHHO) M YMEHBIIIAETCS TIPU HOCUTENIbCTBE ayutenst Glu
u renotuna Glu/Glu (OR 0,74 u 0,63 coorBercTBeHHO) [21].
Taxcke HapylieHHe CeKpeluy WHCYJIMHA MOXeT OBITh acco-
LIMMPOBAHO C MMOIMMOPGHBIM MapkepoM rs 10830963 rena pe-
merrropa K Mmenatonnny MTNRIB 19, 23—25]. [1pu aToM HO-
CUTENBCTBO ayienss G siBnsieTcst (hakKTOPOM PHCKa CaxapHOTO
nurabera 2-To TUTIA, OMHAKO BePOSITHOCTD Pa3BUTHUSI 3a00JeBa-
HUSI TAKKe 3aBUCUT OT LIMpKaanaHHoro putMa [25]. C mpyroit
CTOPOHBI, TIPEPACTIONOKEHHOCTh K CaXapHOMY TrabeTy 2-To
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TUTIA MOXET OBITh 00YCIIOBIeHA MHCYJIMHOPE3UCTEHTHOCTBIO,
HampuMep BCIeNCTBUE OXUpeHus (y JIUII C BApUAHTaMU TeHa,
aCCOIMMPOBAHHOTO C OXWPEHWEM U YBEJTWYEHHEM MacChl
skupoBoit Tkanu FTO) [19, 20, 26]. B psine ciyyaeB pa3BuTue
WHCYJIMHOPE3NCTEeHTHOCTH CBSI3aHO C HapyIIeHUEeM AeCTBUS
TOPMOHA, B YACTHOCTM Ha YPOBHE CUTHAJIBLHOTO TIYTU €T0
perienitopa (BapuaHThl TeHa /RS — cybcTpata WHCYTMHO-
Boro pereritopa 1) [19, 27]. Takke mpu pe3UCTEHTHOCTH
K MHCYJIMHY BBISBIICH TTouMopdusM 151801282 rena PPARG?2
(peuieritopa, aKTUBUPYEMOTO TPOndepaTopoM MepeKCUCOM
TUTIA Y2): PUCK Pa3BUTHSI caXapHOTO AuabeTa 2-Tro TUTIA yBe-
mueH y Hocuteneit amenss A (OR 1,50) v moHMKeH y HOCH-
teneit awtens C (OR 0,67) [21].

Kpome Toro, HEOOXOMUMO OTMETHTBH, UTO TIpEempacIoa-
rafolye TeHeTHIecKre (PakTopsl MOTYT Pa3MuaThCs B 3aBU-
CUMOCTH OT TOMYJSIIINK. TakK, B PyCCKOU TOITYJISIITUN OCHOB-
HyI0 POJIb B Pa3BUTUM CaXapHOTO Auabera 2-TO TUTIA UTPAIOT
TeHBI, BIVSIONINE Ha YPOBEHb CUHTE3a W CEKPElny MHCYIMHA
B [-xjerkax mnomkemynouHoii xene3sl (KCNJ11, TCF7L2,
a TakXe TeH pelenTopa K cyinbpoHuamMoueBune ABCCS u reH
TpaHCMeMOpaHHOTO TiepeHocunKka HKa SLC30A48). B To ke
BpeMsI T€HBI, OTIPEeISTIONIIe TIOHKEHHYIO YYBCTBUTEIEHOCTD
nepudepryecKnX TKaHel K meiictBuio mHcyauHa (PPARG2,
a TakKe TeHbI amuroHekTuHa ADIPOQ 1 peienTOpOB K aauIio-
HektuHy ADIPORI n ADIPOR?2), B Topa3no MeHBIIEH CTeTICHU
aCCOIMUPOBAHBI C pa3BUTHEM 3a0oeBanus [21].

B nacTosiiiee BpemsT Takxke M3ydaroTCs MOIMMOPOHBIE
MapKepbl TeHOB-KaHIUIATOB [IS OTIpe/eSIeHUs HACTIeCTBeH-
HOU TIpenpacroioKeHHOCTH K Pa3BUTUIO OCIOXHEHUN OC-
HOBHOTO 3abosieBaHus. B wacTHOcTM, MHOTOBapWaHTHBIN
aHaM3 KOMOWHAINI TeHOTUIIa TeHOB PEHUH-aHTUOTeH3UH-
aJTbIOCTEPOHOBOI CUCTEMBI (AaHTHOTEH3WHIIPEBPAIIAIOIIETO
depmenta ACE, anrmoteHsmHoreHa AGT, peuernropa 1-ro
THNa K aHruoteHsuHoreHy Il ATIR w anpoocTepoH-CHUHTA-
3p1 CYP11B12) mo3BOAWI UACHTU(MUIIMPOBATh TCHETUYECKIE
TMaTTepHbI, KOTOPbIE YBEIWYMBAIOT JIW, HA0OOPOT, YMEHb-
AT PUCK Pa3BUTHUSI XPOHWUYECKOU OOJIE3HW TOUYeK TP
SCCEHUNATBHON TUTePTeH3NN. AHAIOTUIHBIE MCCIIETOBAHNUS
TPOBENEHBI W TIPU CaxapHOM AuabeTe: B YaCTHOCTH, MPOJIe-
MOHCTpUpOBaHoO, uto /I monmumopdusm reHa ACE accouum-
poBaH ¢ Gosiee HU3KUM (Ha 22%) pucKoM pa3BuThsi Hedpo-
naTuu 1o cpaBHeHuto ¢ /D u DD BapraHTaMu (moJauMopdusm
MAHHOTO TeHa 0o0ycioBiieH HamnmuueM (/) Wiu OTCYTCTBUEM
(D) BcTaBKM MOOMIIBHOTO KPYITHOPAa3MEPHOTO ajieMeHTa Alu).
Kpome Toro, 3HaHuWe BapmaHTa Toimmopdusma reHa ACE
TTO3BOJISIET BHIPA0OTaTh ONTUMATBHYIO TAKTUKY B OTHOIIE-
HUU HeQPOIPOTEKIINU TPU caxapHOM auabere 1-ro THIIA.
Tak, MO MaHHBIM PAHIOMU3UPOBAHHOTO TPOCMEKTHUBHOTO
uccaenoBanuss EURODIAB, BxiounBiiero 530 mauueHTOB
C HOPMO- WJIM MUKPOATBOYMUHYpHEi, TIpreM WHTUOUTOpa
AHTUOTEH3WHITPEBPAIIAIONIEeTO (hepMeHTa JIM3NHOIIPIIIA B Te-
yeHue 2 JIeT IPUBOIIII K CHIDKEHUIO albOyMuHypuu Ha 51,3%
MO CPaBHEHUIO C IUIaledo y O00ibHBIX ¢ TeHoTuroM /7. [lpu
9TOM B Tpymnmax ¢ reHotunoM /D u DD naHHbBIN MoKa3aTesb
cocraBun 14,8 u 7,7% coorBerctBeHHO. Takum o00Opa3oMm,
uaeHTuuKanus morumopdusMa reHa ACE TI03BOJIUT OTI-
TUMW3UPOBATh W WHAWBUIYAIN3NPOBATh (hapMaKoTeparuio
y MallMeHTOB C XPOHUYIECKOU OO0JIE3HBIO TIOYEK U COKPATUTD
pacxonpl Ha jiedyeHue [28].

HereneTnyeckue napaMeTpbl
MepCOHATN3ANMH JedeHH s

CJ'[eI[yeT HNOAYEPKHYTb, 4YTO PIHI[HBHI[yaIIbeIfI IIOAXOI
K BI)I60py TaKTUKHN JICHCHUA IMAIUMCHTOB HU B KOEM CJiydac

SHORT REVIEW

HE OTPAaHWYMBAETCSI BO3MOXKHOCTSIMHU MOJIEKYJISIPHON Memu-
IWHBL. bBe3ycioBHO, yYWTHIBAIOTCS KIIMHUYECKHWE NaHHBIE,
a TaKKe pe3yNbTaThl JTabOPAaTOPHBIX U WHCTPYMEHTATbHBIX
nccienoBaHuii. KOHKpeTHBIM TPUMEPOM MOTYT CITYKUTh
pa3pabortaHHble Poccuiickoii accoumarueit SHIOKPUHOIO-
TOB TepareBTUIYeCKUe IIeJI TIPU caXxapHOM auabere — To-
Kazareiau YriaeBOJHOTO U JTUMTUIHOTO OOMEHa, a TakKXkKe apTe-
puaTbHOTO naBieHus. Tak, mepcoOHNMUIIMPOBAHHEIN BHIOOD
IIeJIeBbIX 3HAYeHU! TIIMKUPOBAHHOTO TEMOTJIO0MHA OTIpese-
JIIETCS BO3PACTOM OOJIBHOTO, OXUIAEMOU TPOIOJIKUTETh-
HOCTBIO XW3HW, HATMYUEM TSKEJIBIX OCTIOKHEHWI M PUCKOM
TSDKEJION TUTIOTJIMKeMUN. Takke MOTYT YUUTHIBAThCS U IPY-
rue GpakTopsl — MOTHBALUS, TPUBEPKEHHOCTH K JICUSHUIO,
YpOBeHb 00pa3oBaHusI U T.A. [29]. Beibop mHAMBUIYaTbHOM
1IeJTN JIEYeHUST TT03BOJISIET KITMHUIIMCTAM B KaXKIOM KOHKPET-
HOM CiIydae TIpUIEpKUBAThCS HanmboIee OMTUMAIbHON TaK-
TUKU BeJIEHUS TTAIMeHTOB, MAKCUMAaTbHO 3O MEKTUBHOM TS
TIPeIYTIPEXICHUST TSKEIBIX WHBATUANZUPYIONIUX OCIOX-
HEeHUI caxapHOro anabeTa U OMHOBPEMEHHO MaKCHUMAaJbHO
HaNeXHOU B OTHOIIEHNY OTMACHBIX TUTOTIMKEMUYECKUX CO-
CTOSIHU.

Hdpyrum TipuMepoM TePCOHATM3UPOBAHHOTO JICUSHUS
SIBJISIETCST BBIOOP AHTUTUTIEPTEH3WBHOUN TEpamuu C y4eTOM
BapuaHTa CyTOYHOTO PUTMa apTepUaIbHOTO NaBieHUs. Bbi-
NENISIOT 4 TUTIA KPUBBIX B 3aBUCUMOCTH OT BEIMUMHBI CYTOU-
HOTO WHEKCa, OTPaxalollero M3MEeHEeHNe YPOBHSI HOUHOTO
apTepUAIbHOTO AaBJIEHUS TI0 CPABHEHUIO C THEBHBIM: «TUTI-
nep» (cHwkeHue Ha 10—19%), «HOH-gUMIEP» (CHUXEHUE
Ha 0—9%), «oBep-mummep» (cHmkenue Ha 20% u OGonee)
" «HAUT-TIMKep» (roBbieHne). CorlacHO pe3yibTaTaM MC-
cinenoBanust Ohasama, puCK CepIeqHO-COCYTUCTON CMEPTHO-
CTH Y «OBEP-IUIIIEPOB», «<HOH-JAUIIEPOB» U «HANT-TIMKEPOB»
noBbIlIeH U cocTaBiseT 1,24; 1,21 u 2,31 COOTBETCTBEHHO 10
CPaBHEHUIO C «IUIIIIepaMU», UMEIOIIUMU OIarompUsITHBIN
mporuo3. Takum o00pa3oM, HEOOXOANM WHIWBUIYATbHBII
TIOIXOJI TIPY BEIOOpE JICUSHUS C TIEeITbI0 TIPEaYTIPEKIeHUs KaKk
HOYHOU TMTIePTeH3WH, TaK U TUTONepdy3Un cep/iia U ToJI0B-
HOTO MO3Ta BCJIEACTBUE YPE3MEPHOTO CHIKEHUS apTepuab-
Horo naBieHus [30].

Havano nytu
K NIePCOHAJIM3UPOBAHHOMN MeIULIHE

HecMmoTpst Ha paciindpoBKy reHOMa YeoBeKa, MeXaH!3-
MBI, TIOCPEICTBOM KOTOPBIX Pa3BMUBAIOTCS T€ WU WHEIE TTaTO-
JIOTWH, 10 cuX Imop HemsBecTHHI. [loatomy B 2010 1., mocie
ycnenrHoro 3aBepiieHnst HGP, 0b11 oduiinanbHO 3ammyiieH
HOBBIIT MacmTaOHBI mpoekT «[Iporeom Yemoseka» (The
Human Proteome Project, HPP), kotopslii cTaBuUT CcBOEit
LIEJTBI0 U3YYUTH JTOKATN3alnio, (GYHKIIUIO W B3aUMOEHCTBIE
C IPYTUMU OMOMOJIEKYJIaMU Bcero Habopa OeJIKOB OpraHu3Ma.
Jlannast 3amavya euie Oojiee ToOanbHa, 4yeM paciindpoBKa
reHoma, T.K. Ha ocHoBe 20 300 MpOTEMHKOAMPYIOIINX TeHOB
nyrteM pekomObuHauuu JHK, anbrepHatuBHOrO CrijiaiicuHra
TIEPBUYHBIX TPAHCKPUTITOB M MHOTOUYMCIEHHBIX TMOCTTPaH-
CIISIITMOHHBIX MOAU(UKAIINI TTPOUCXOIUT OMCUHTE3 TIPUMED-
HO MUJUTMOHA Pa3NMIHBIX n3odopm 6enkoB. Ha ocHoBaHMM
TIOTyYeHHBIX TaHHBIX OyIeT CO3aHa TaK Ha3bIBaeMast TIpoTe-
OMHasT KapTa, Ha KOTOPOI MpeIonaraeTcsi OTpa3uTh OeIKH,
KOIMpyeMble JIOKycaMH BCeX TeHOB uesloBeKa. bomee Toro,
TJIAHUPYETCs U3YyIeHUe acCOLUAIINY TTPOTEOMHOTO TTPOQUIIST
C Pa3TMYHBIMU MTATOJIOTUIECKUMU COCTOSTHUSIMU. Pe3ynbTaTht
aToro (yHIAMEHTATHLHOTO WCCIIEOBAaHUS OYyIyT B MaJbHEN-
1IIeM MCTIOJTb30BaHbI UTSI CO3MaHUsT HOBBIX TUAaTHOCTUYECKUX,
TIPOTHOCTUYECKUX, TePATIeBTUUECKNX U TIPEBEHTUBHBIX Me-
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IUIMHCKKUX TexHosioruit [31]. B wactHocTH, pacmmdbpoBKa
MPOTEOMa TTO3BOJUT BBISIBUTH OMOMAapKephl, CTeIUMUIHbIE
B OTHOIIIEHUU TeX WM WHBIX 3a00TeBaHU TSI CO3MAHUS Me-
TOIOB paHHE# MTMarHOCTUKM [32].

Poccust Hapsany ¢ apyrumu crpanamu (CLLA, ®panmus,
LlIBeunst u 1.10.) aBisieTcsT yaacTHuULei mpoekta HPP [31, 33].
['pynmel yaeHBIX M3 KaXIOTO TOCYNApCTBa U3Y4YaloT OeNKu,
KOIMpyeMble T€HAMU OTHEeNbHON XpoMocoMmbl (Tak, B P®d
COCTaBJISIETCST TIPOTeOMHast Kapra 18-it xpomocomsbr). M3 513
reHoB 18-if xpoMocoMbl 285 komupyooT okosio 30 TeIc. 6en-
KOB, CBSI3aHHBIX ¢ pa3BuTueM Oosee 350 3aboeBaHMit, B TOM
yuciie mm3odpeHnu, nuadera, remarurta B, KomopektaibHOTO
paka, peBMaTOUIHOTO apTPUTA M MHOTUX IPYTHUX.

Vke ceifyac MOJNEKYISIpHASI TEHETHKA SBIISIETCST HEOThEM-
JIeMOi1 JacThio 3npaBooxpaHeHus1. Tak, B Poccum exeromno
npoBoauTcs cBbimie 20 THIC. TIPOLIEAYP MOJIEKYISIPHON ama-
THOCTUKH, B TOM umciie 6oee 1000 XxpoMOCOMHBIX OoJe3Heit
u cBbitie 300 HacTenCTBEHHBIX CUHIPOMOB U OoJie3Hel 00-
MeHa BEIIeCTB.

B Hamm mHU OCOOEHHO aKTyaldbHa TPEeIUMITIAHTAIIM-
OHHAsl AMATHOCTMKA, KOTOpasi TO3BOJSIET BBISIBUTH TEHe-
TUYeCKUe aHOMAJIMM Ha CaMbIX PAaHHUX CTaausIX Pa3BUTHS
sM6puona. [IpoBeneHne TakOTroO WCCIIENOBAaHMS AKTYyaJbHO,
HaIrpuMep, IPU HATMYUHY Y POANTENIeN N3BECTHBIX TeHeTUIe-
CKUX 3200JIeBaHUIA, TP MHOTOKPATHBIX CAMOTIPOU3BOJIbHBIX
MpephIBaHUSAX OEPEeMEHHOCTH WM TIPU POXIEHUU B CEMbE
6ompbHOTO pebeHka. [IpmMeHeHWe METOIOB BCIIOMOTATENb-
HBIX PETPONYKTUBHBIX TEXHOJOTUI W TIPEIUMILIAHTAIIMOH-
HOW MUArHOCTUKW JaeT TaKUM JIIOISIM BO3MOXHOCTh MMETh
3M0pOBLIX aeTeii [34—36].

B Hacrosiiiee BpeMsi M3BECTHO OKOJIO 5 ThIC. (hopMm
MOHOTE€HHBIX 3a00JIeBaHUI, X PACIIPOCTPAHEHHOCTh B TO-
nyJasiuMu coctapisieT 10 2—4%. K atoit rpynme oTHOCSTCS
[-Tanaccemuu, remobunus A, peHUITKETOHYpUSI U MHOTHE
npyrue. CoBpeMeHHBIE TEXHOJOTUU TTO3BOJISTIOT TPEayTpe-
IUTH POXIEHUWE NeTeil ¢ ATUMU 3a00JeBAaHUSIMU: C ITOU
LIEJIbI0 BO BpeMs TIPOLIEAYPHI SKCTPAKOPIOPATHLHOTO OILIO-
MOTBOPEHUSI C TIOMOIIBI0O METOAa TIOJUMEpPa3HOU IIeTTHOU
peakuuu OTOMpaAIOTCS dMOPUOHBI 6€3 M3BECTHOTO TE€HETU-
yecKoro nedexra s TOCIeAyIoIero epeHoca B MOJIOCTh
MaTku [34].

Kpome Toro, akTyanbHa MPeUMIUIAHTAIMOHHAS TUAaTrHO-
CTHUKAa XPOMOCOMHBIX 3a00JIeBaHUI, KOTOpPHIE OOYCIIOBIEHBI
U3MEHEHUEe YKciia WIK CTPYKTYPBI XPOMOCOM (HAarpuMmep,
cuaapoma ln Ixopmku umu cuHapoma [layna). C aToit me-
JIBIO B HACTOSIIIIEE BpeMsT IIPUMEHSIETCS MeTOI (DITyOpecIieHT-
Hoii Tu6puau3amuu in situ (fluorescence in situ hybridization,
FISH), no3Bosisomnii OlleHUTh XPOMOCOMHBIN CTaTyC W UC-
KJTIOYUTH aHEYTUIOUINIO U IPYTE XPOMOCOMHBIE abepparnm
[35, 36].

He meHee BaXHBIM HamNpaBIeHUEM SIBIISIETCS OTIpe/iesie-
HUE TIPePACTIONOXEHHOCTH K TIOJTUTEHHBIM 3a00JIeBaHUSM,
KOTOpPBIE BBUILY CBOETO MHOT000pa3us (cBbitie 10 Thic. hopm)
U BBICOKOU PACIpOCTPAHEHHOCTH (TTAIIMEHTHI C NAaHHOU Ta-
TOJIOTHEN 3aHMMAIOT OKOJO 25% BceX OGONBLHUYHBIX KOEK)
UMEIOT OOJbIIIOe MEeMUKO-colraibHoe 3HaueHne. B Poccum
yXe ceifuac CyIIecTBYeT BOZMOXHOCTh TTPOBEICHUST MOJIEKY-
JISPHOW TMAarHOCTUKU IJIST BBISIBJIEHUS TIPEIPACITONararoiimx
YT TIPOTEKTUBHBIX TEHETMUECKNX (PaKTOPOB, UTO TIO3BOJUT
Mpencka3atb PUCK pa3BUTHUSI OOJE3HW U €€ OCIOXHEHUIt
3a[0JITO 10 TIOSIBJIEHUsSI CUMIITOMOB U pa3paboTaTh WHIVBU-
MyalbHyI0 cTpaternio Tnpodwmiaktuku. Ha ocHoBanum pe-
3yJIbTaTOB TECTUPOBAHUSI CO3MAIOTCS WHAWBUIYAJbHbBIE Oa3bl
JAHK — «reHeTnyeckue racrnopra», oTpaxamoliue YHUKalb-
Hble TEHETMUYECKNe OCOOEHHOCTH YeJIoBeKa, €ro KaphOTHII,
TPENPACTIONOXEHHOCTh K HACTIENCTBEHHBIM W MYJIbTU(DAKTO-

Annals of the Russian Academy of Medical Sciences. 2019;74(1):61—70.

pUATBHBIM 3200JI€BaHUSIM, a TaKKe OECCUMITTOMHOE TeTepo-
3UTOTHOE HOCWUTEJIHCTBO IMATOJOTUYECKUX MyTauuii. B psme
YUPEXKIEHUI TIPUMEHSIETCST Pa3HOBUIHOCTD «T€HETHMUECKOTO
rmacriopta» — TeHeTUYecKass KapTa pernpoayKTUBHOTO 310-
POBBSI, comepKalasi TOMOTHUTETbHYI0 WH(OpMAIUIo o 3a-
0oJIeBaHUSIX MaTePH, KOTOPBIE MOTYT OCJIOXHUTH TeUeHUe Oe-
PEMEHHOCTH, TTOBTUATH Ha Pa3BUTHE TIJI0A, & TAKKE HA POMIBI
U TIOCTEPOIOBEIN Tiepuon [37].

TpyaHocTH U IPOTUBOPEYHUS PA3BUTHUS
NMEePCOHAJTNU3UPOBAHHOM MeIUIMHBI

BesycnoBHO, Ha ITyTH ITepexo/a K mepcoHaTu3MPOBaAHHON
MEeIUIIMHE YUYeHbIE, Bpauu U OOIIECTBO B LIEJIOM CTOJIKHYTCS
¢ psimom mpo6GsieM. Bo-TiepBBIX, HETb3sl HE YIUTHIBATH, YTO
OpraHM3M YeJIoBeKa MPeNCTaBIsIET cO0OUl CIIOXHYI0 OMo-
JIOTUYECKYIO CUCTEMY, COCTOSIIIYI0O U3 OOJBIIOTO YWCIa
B3aMMOCBSI3aHHBIX D3JIEMEHTOB C MHOTOYPOBHEBOW pery-
nsuueii. [loatomy B psie ciaydaeB CIOXHO MIEHTU(DUIIN-
poBaTh (aKTOPHI, MPUBOIAIINE K PA3BUTHIO 3a00JEBaHMSI.
B wactHOCTH, 1O CHX TIOp OTCYTCTBYET YETKOE MTOHUMAaHUE
raToreHesa TMOJUTEHHOTO OXUpeHus. M3BecTHO okojio 60
YYaCTKOB T€HOMa, KOTOPBIE BOBJIEUEHBI B PETYJISIINIO ITUTA-
HUSI, SHEPTETUIECKOTo OasiaHca, YrJIeBOAHOTO W JINTTUIHOTO
oOMeHa, pacmpeesieH!sT MacChl KUpoBoil TKkaHU. bosbimoe
yucino (244!) reHOB-KaHAMAATOB, a TaKXe HaJIUYUE I10-
JmuMopdu3Ma HEKOTOPHIX M3 HUX IeJIaeT OYeHb CIIOXHBIM
MPOIECC TTOHWMAHUSI MOJIEKYJISIPHBIX U NPYTUX MEXaHW3-
MOB, OTBETCTBEHHBIX 3a pa3BuTue oxupeHus. Kpome Toro,
00Hapy>KeHBI 3HAUUTETbHbIE HAITMOHATbHBIE PA3TUYUs B Te-
HEeTUYECKO TPEeIPaCITONIOKEHHOCTH K 3a00JIEBAHUIO: BCETO
JINIIIH HECKOJIBKO JIOKYCOB acCOIIMMPOBAHO C Pa3BUTHEM
OXUpeHusT 6ojiee yeM B OMHOU mormynsiuu. Hampumep, Bo
dbpaHIry3cKOM HccnenoBaHUM ObUTa OOHApyKeHa accolua-
11T MOPOWITHOTO OKUPEHUS C TPeMsI OMHOHYKICOTUIHBIMU
rocjenoBaTebHOCTIMU TeHa GADZ2, konupylomero cyone-
MUHUILY TIyTaMaTaekapOoKCUiasbl, TOraa Kak B HEMEIKOU
TIOMYJISIIUY HaJludue NAHHOW CBSI3W HE TOATBEPAUIIOCE.
Takke He UCKITIOUAeTCS BIUSTHIE 9KOJIOTUIeCKUX (PaKTOPOB
Ha pa3BUTHE OXUpeHus [38].

Bo-BTOpBIX, IpW BHEAPEHUU TPUHIIUIIOB TTEPCOHATU3U-
POBaHHOU MEMUIIMHBI B KIIMHUIECKYIO TTPAKTUKY HEM30EKHO
BO3HUKAIOT BOTIPOCHI ITMUECKOTO, TIPABOBOTO U COLIMATEHOTO
xapakrtepa [13, 39]. B wactHOCTH, IJIsT OKa3aHUST Ka4eCTBEH-
HOU MEIUIIMHCKOU TTOMOIIU C TPUMEHEHUEM COBPEMEHHBIX
BBICOKOTEXHOJIOTMYHBIX METONOB TPeOyeTCs aleKBaTHAsI IO/~
TOTOBKAa KJIMHUIIUCTOB. HaBbIkaMm MHTepIipeTanny pe3yabTa-
TOB CEKBEHHMPOBaHUsI, (hOPMYTUPOBAHUS CTpATETHil Tpodu-
JIAKTVKY Y TIPUMEHEHMSI IPUHIUTIOB (hapMaKOT€eHOMUKH TIpU
Ha3HAUYEeHWH JIEKaPCTBEHHBIX MTPETIAPATOB MPEACTOUT OOYINUTH
HE TOJIbKO Y3KWX CIEIMAINCTOB, HO W Bpaueil TepBUYHOTO
3BeHa. Kpome Toro, B CBSI3U C MOSIBICHUEM TOTIOTHUTETbHBIX
HCCIeNOBaHUM, HEOOXOMUMOCTY TIPOBENEHUS] MEINKO-TeHe-
TUYECKOTO KOHCYJIBTUPOBAHUS U DPa3pabOTKU YHUKAITbHOUN
MPOTPAMMBI BEICHUS KaXOTO MaIlMeHTa OTpeOyeTCsl YBeI-
YeHre BPEMEeHM, OTBENIEHHOTO Ha O0cenoBaHue U JIeUeHUe.
BmecTe ¢ Tem B HacTosiiiee BpeMsI B 31paBOOXPAHEHUN UMEET
MecTo obparHas TeHaeHus [39].

K coxanenuio, mist MHOTUX OOJBHBIX NOCTYI K HO-
BEUIIIMM TEXHOJOTHSIM OyIeT OTpaHMYeH SKOHOMUYECKUMU
Gapbepamu. Jlaxke HECMOTPST HA ONITUMUCTUIHBIE TTPOTHO3BI
10 JaJbHEWIeMy CHUXEHHUIO CTOMMOCTU CeKBEHMPOBAHUS,
MepCOHATN3NPOBAaHHAs MenuiimHa Oyner (GUHAHCOBO He-
MOCTYITHA, HATIPUMep, IJIsT HEe3aCTPaXOBaHHBIX TMAI[MEHTOB.
Kpome Toro, Hy>kHO yYUTBIBaTh, YTO TIPOBeieHNE (hapMaKo-
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TEHETUYECKOTO TECTUPOBAHMSI TO3BOJSIET CHU3UTH OOLIUE
3aTpaThl UMEHHO HA YPOBHE CUCTEMBI 31PaBOOXPAHEHUS, HO
He Ha YPOBHE OTHeIbHOTO 6obHOTO [39].

HakoHel, ¢ nogBiaeHreM HOBBIX MEAULIMHCKUX TEXHO-
JIOTUI 3aKOHOMEPHO yBEJIUYATCS BEPOSITHOCTb OLIUOKU U,
COOTBETCTBEHHO, HAHECEHMs Bpela 300POBbIO MAalLlMEHTA,
YTO MOBJIEYET 3a COOOW yrposdy cyTskHuuecTBa. [lpexne
BCero, 3Ta npobyiema OyIeT UMETh OTHOLUIEHHUE K JIeYallluM
BpayaM M B MEHbILIEH CTeNEeHU — K MPOU3BOIUTENSIM Te-
HOMHBIX CEKBEHATOPOB, (apMaleBTUUECKUM KOMIIAHUSIM
u np. [39].

Takum 00pa3zoM, oueBUIHA HEOOXOAUMOCTb CO3MAaHUS
YETKOU HOPMAaTUBHO-TIPAaBOBOM 0a3bl, KOTOpas «OOECHEeYUT
BO3MOXHOCTb HCIIOJIb30BaHUS TMEPCOHATU3UPOBAHHOW Me-
NULIMHBI TIyTEM PACLIMPEHUS] U YCKOPEHUS] TEHOMHBIX HUC-
CJIeIOBaHUI, a TakXe 3a CYET MHULMATUB IO YBEJIUYECHUIO
TOYHOCTH AMArHOCTUKHU 3a00JIEBaHUI, TOBBILIEHUIO Oe30mac-
HOCTHU JIEKAPCTBEHHBIX MPENapaToB, MOMCKA HOBBIX METOIOB
nedenusi». C aroit nenpio mapaamenToMm CLLIA mpemarainoch
TPU 3aKOHOIPOEKTA, OJHAKO, K COXAJEHUIO, B HACTOSLIEE
BpeMsI HU OIVH 13 HUX He MpuHAT [40—42].

C 11eTbI0 BOTUTONIEHUS B PEaTbHOCTD UNIEH CO3MaHuUs TIep-
COHAJIM3UPOBAHHOUN MEIULIMHBI TAKXKe HEOOXOIMMa UHTeTpa-
LMs JIeYeOHOM AesTeIbHOCTU, HAy4YHOro mpoliecca, chepsl
MPOU3BOJCTBA, TOCYIAPCTBEHHOW MOJUTUKUA U OOLIECTBA:
TOJIBKO COBMECTHBIE YCUJIUS MO3BOJISIT AOOUTHCS 3HAUMMBIX
U YCTOMYUBBIX PE3YJIbTATOB B 3TOM HANpPAaBJICHUU.

Cymmupyst Bce BBIIIECKa3aHHOE, HETb3s HE COTJIACUTH-
csl C «OTLOM» TMEPCOHATM3UPOBAHHONW MequUMHbl Panbhom
CHaiinepMaHoOM: «30paBOOXpAaHEHWE CETONHS HaXOIUTCS
B KPUTUYECKON CUTyallMU IO NMPUYMHE TOPOTOBU3HBI, UHEP-
LIMOHHOCTU, HE3(MPEKTUBHOCTU U COCPEAOTOYEHO B OCHOB-
HOM Ha UCIOJIb30BAHUM YHUBEPCAJIbHBIX METONOB JICUCHUS
Jlaxke Ha MO3JAHUX cTagusix 0oje3Hu. Buixom omguH: mepco-
HaJIU3UPOBAaHHAs MeOuLIMHa». IMEHHO 3Ta mapaaurma mo-
3BOJIUT PELIUTh HauOoJyiee OCTpble MPOOIEeMbl COBPEMEHHOM
CHUCTEMbl OKa3aHWUs MeOULMHCKON mnomoiuu. [lepeuncium
OCHOBHBIE COCTaBJISIOIINE JAHHON KOHLIETILINU:

1) mpenckaszaTesibHas UHAVBUAYaJIbHAsI JUATHOCTUKA HA OC-
HOBE T€HOMUKHU, TO €CThb CTATUCTUYECKAsl BEPOSATHOCTb
BO3HMKHOBEHUS TOTO WJIA MHOTO 3200JI€BaHUS C MOCTETy-
I01LIei pa3paboTKOl MEePCOHATU3UPOBAHHON TMpoduiak-
TUKU 3a00JI€BAHUI C BBICOKOI CTEMEHbIO BEPOSITHOCTU UX
BO3HUKHOBEHUS;

2) paHHSST WHIUBUAYaJIbHAsI MUAarHOCTUKA 3a00JIeBaHUI Ha
OCHOBE IMPOTEOMHBIX U META00JIOMHBIX OMOMapKEPOB;

SHORT REVIEW

3) mombop WHIMBUIOYATBHBIX CXEM JICYCHUS W KOHTPOJb
3¢ (HEKTUBHOCTU IEUCTBUS JIEKApCTB Ha OCHOBE T'CHOM-
HBIX TIPEICKA3aHUI U TeparneBTUIECKOTO JIEKAPCTBEHHOTO
MOHUTOPUHTA.
3aKOHOMEPHO BO3HUKAET BOIPOC, KaKWe NCUCTBUS He-

00XOIMMO MPEATTPUHSITH JJISI CKOPEHUIIIeTO HACTYTUICHUST «3Pbl

MEepPCOHATM3NPOBAHHON METUIIMHBI» B HaIllel cTpaHe?

B rrepByto ouepenb, TpedyeTcs co3naHue TOPOKHON KapThl
«[lepcoHanm3upoBaHHAs MEIMIIMHA COIMATBLHO 3HAYMMBIX
3a0ojeBaHnil». Kak yXe yImOMWHAIOCh BBINIE, BBISIBICHUE
MOMYJISIIMOHHO 3aBUCUMBIX TCHETUIECKUX MapKEPOB TaHHBIX
MaTOJIOTUI TIO3BOJIUT pa3paboTaTh BHICOKOCTICHIU(DUUHBIC
METOIbl TTPOMUIAKTUKI U TeparieBTUIECKOTO BO3ICHCTBUS,
MakcUMaabHO 3(pdeKkTuBHbIE U Oe30MacHble IJIs1 KaXIOoro
WHIWBUIYYMA.

C 11e1h10 TIPOBEICHNSI TCHOMHBIX U TIOCTTEHOMHBIX MCCITe-
JIOBAHUIA TIPY TIOMOIIM COBPEMEHHBIX BHICOKOTEXHOJIOTMUHBIX
METOIOB MOJICKY/ISIPHOIM OMOJIOTMM W MEIULIMHBI W TTOCIIEIY-
FOIIIETO BHEIPEHUS TTOJYICHHBIX PE3y/IbTaTOB B KIIMHUUYECKYIO
MPaKTUKY HEOOXOMMMO TakKKe CO3MaHWe HayYHO-HCCIIeIOBa-
TEJIBCKOTO KOHCcopimyMa «[lepcoHann3npoBaHHas METUIIHAY.

3ak104eHne

I/lTaK, NEPCOHAIM3NUPOBAHHAA MENUIIMHA SABJIACTCA Hau-
Oosee IIPOTPECCUBHBIM IIO0AXOOOM pa3BUTHUA 3ApaBOOXpa-
HEHUA B COBPEMCHHBLIX YCIIOBUAX. PaCCMOTpCHHLIe BbIIIEC
0a3oBbIe NPUHLMUIIBI — MNPECAUMKTUBHOCTb, PAHHAA JHUArHO-
CTUKA, OITUMM3ALUA W MHIAWBUAYAIMU3ALUA q)apMaKOTepa—
MW — OTKPLIBAIOT HOBLIE TOPU30HTLI, ITO3BOJIAA HE TOJIBKO
JIOOUTHCST KIMHUYECKOTO ycrexa y Kaxaoro KOHKPETHOIoO
6OIIbHOFO, HO MW 3HAYUTCJIbHO YMCHBIIUTDH 3a00JIeBaeMOCTh
1 CMEPTHOCTDb B macuitabe Bcero HacCeJICHUA, a TaKXKE COKpa-
TUTDb pacXodbl Ha 31PpaBOOXPAHCHUE.

JononnurenpHast ungopmamnms

Uctounuk dunancuposanus. [lorckoBo-aHanuTHyecKass pa-
00Ta, TTONTOTOBKA U MyOJIMKAILMS CTATbU OCYIIECTBICHBI Ha
JIMIHBIE CPEACTBA aBTOpA.

Kondaukt nHTepecoB. ABTOp ACKJIApUPYET OTCYTCTBUE SIB-
HBIX ¥ IOTEHINATBHBIX KOHGIUKTOB MHTEPECOB, CBSI3aHHBIX
¢ myO0aMKalMe HaCTOsIIIEN CTaTbU.

JIUTEPATYPA

1. Sur RL, Dahm P. History of evidence-based medicine. Indian J
Urol. 2011;27(4):487—489. doi: 10.4103/0970-1591.91438.

2. fda.gov [Internet]. Paving the Way for Personalized Medicine: FDA’s
Role in a New Era of Medical Product Development. 2013 [cited 2018
Feb 20]. Available from: http://www.fda.gov/downloads/ScienceRe-
search/SpecialTopics/PersonalizedMedicine/UCM372421.pdf.

3. Jain KK. Textbook of personalized medicine. 2nd ed. New York:
Springer; 2009. doi: 10.1007/978-1-4419-0769-1.

4. ncbi.nlm.nih.gov [Internet]. NCBI. Literature. PubMed Central
(PMC) [cited 2018 Feb 20]. Available from: https://www.ncbi.nlm.
nih.gov/pmc/?term=personalized %20medicine.

5. Schleidgen S, Klingler C, Bertram T, et al. What is personalized
medicine: sharpening a vague term based on a systematic literature
review. BMC Med Ethics. 2013;14:55. doi: 10.1186/1472-6939-14-55.

6. O’Donnell JC. Personalized medicine and the role of health
economics and outcomes research: issues, applications, emerging
trends, and future research. Value Health. 2013;16(6 Suppl):S1—S3.
doi: 10.1016/j.jval.2013.06.004.

7. Report of the USA President’s Council of Advisors on Science and
Technology. Priorities for Personalized Medicine [Internet]. 2008
[cited 2018 Feb 20]. Available from: http://oncotherapy.us/pdf/
PM.Priorities.pdf.

8. Terkola R, Antofianzas F, Postma M. Economic evaluation of per-
sonalized medicine: a call for real-world data. Eur J Health Econ.
2017;18(9):1065—1067. doi: 10.1007/s10198-017-0890-x.

9. AbrahamsE, Silver M. The case for personalized medicine. J Diabetes
Sci Technol. 2009;3(4):680—684. doi: 10.1177/193229680900300411.

10. Henos N.N., Tepexun C.A., Kanannukos B.1O., u gp. OnHOMOMEHT-
Hasl SHIOBAKYJISIPHASI PEBACKYJSIPU3ALIUsI [OYKH, HYDKHEH KOHed-
HOCTH M 3HIOBACKYJISIpHAsE PEKOHCTPYKIMSI aHEBPU3MbI OPIOIITHOM
a0pThI y MalMEHTa C caXxapHbIM auadbeToM 2 tuna // Aneuosoeus u
cocyducmas xupypeusi. — 2012. — T.18. — Ne3 — C. 51-56. [Dedov
II, Terekhin SA, Kalashnikov VYu, et al. Single-step endovascular
revascularization of the kidney, lower limb and endovascular recon-
struction of abdominal aortic aneurysm in a patient with type 2 diabetes
mellitus. Angiology and vascular surgery. 2012;18(3):51—56. (In Russ).]

69

The article is licensed by CC BY-NC-ND 4.0 International Licensee
https://creativecommons.org/licenses/by-nc-nd/4.0/



MHWHH-OB30P

BectHuk PAMH. — 2019. — T.74. — Nel. — C. 61-70.

70

SHORT REVIEW

11

12.

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

genome.gov [Internet]. National Human Genome Research Insti-
tute. The Cost of Sequencing a Human Genome [cited 2018 Feb
20]. Available from: https://www.genome.gov/27565109/the-cost-
of-sequencing-a-human-genome/.

genome.gov [Internet]. National Human Genome Research Insti-
tut. DNA Sequencing Costs: Data. Overview [cited 2018 Feb 20].
Available from: https://www.genome.gov/sequencingcostsdata/.
Dunocoghcko-anmpononoeuueckue 0CHOBAHUS NEPCOHANUIUPOBAHHOU
Meduyunbl (Medxcoucyunaunapusiii ananus): co. Hayd. cr. / [lon pen.
Tuwmenko IT.J1. — M.: U3natenbctBo MOCKOBCKOTO r'yMaHUTap-
Horo yHusepcureta; 2016. [ Filosofsko-antropologicheskie osnovaniya
personalizirovannoi meditsiny (mezhdistsiplinarnyi analiz). Confer-
ence proceedings. Ed by Tishchenko P.D. Moscow: lzdatel’stvo
Moskovskogo gumanitarnogo universiteta; 2016. (In Russ).|
Jananrtaesa H.C., lenoB 1.U. I'eHeTnueckre U 0OMEHHBIE OCO-
OEHHOCTH CEMEIHBIX M30JIMPOBAHHBIX aieHOM runodusa // Oxcu-
penue u memaodoausm. — 2013. — T.10. — Ne2 — C. 3-10.
|Dalantaeva NS, Dedov II. Genetic and metabolic characteristics
of familial isolated pituitary adenomas. Obesity and metabolism.
2013;10(2):3—10. (In Russ).] doi: 10.14341/2071-8713-4817.

Igreja S, Chahal HS, King P, et al. Characterization of aryl hydro-
carbon receptor interacting protein (AIP) mutations in familial iso-
lated pituitary adenoma families. Hum Mutat. 2010;31(8):950—960.
doi: 10.1002/humu.21292.

HananrtaeBa H.C., IMuraposa E.A., I3epanosa JI.K., u 1p. HoBbie
BO3MOXHOCTH B JIEYEHUU W BelleHUU akpomeranuu // Oxcuperue
u memaboauzm. — 2012. — T.9. — Ne3 — C. 29-32. [Dalantaeva
NS, Pigarova EA, Dzeranova LK, et al. New opportunities in the
treatment and management of acromegaly. Obesity and metabolism.
2012;9(3):29-32. (In Russ).] doi: 10.14341/2071-8713-4970

Wells SA, Asa SL, Dralle H, et al. Revised American Thyroid Asso-
ciation guidelines for the management of medullary thyroid carci-
noma. Thyroid. 2015;25(6):567—610. doi: 10.1089/thy.2014.0335.
Lenders JW, Duh QY, Eisenhofer G, et al. Pheochromocytoma and
paraganglioma: an endocrine society clinical practice guideline. J
Clin Endocrinol Metab. 2014;99(6):1915—1942. doi: 10.1210/jc.2014-
1498.

McCarthy MI. Genomics, type 2 diabetes, and obesity. N Engl J
Med. 2010;363(24):2339—2350. doi: 10.1056/NEJMra0906948.
Zeggini E, Weedon MN, Lindgren CM, et al. Replication of
genome-wide association signals in UK samples reveals risk loci for
type 2 diabetes. Science. 2007;316(5829):1336—1341. doi: 10.1126/
science.1142364.

[Moranos B.A. Iouck eenemuueckux mapkepos, onpeoeisrouux npeo-
PACHOA0ICEHHOCMb K caxapHomy duabenty 2 muna: ABToped. nuc. ...
KaH1. 6uoj. Hayk. — M; 2010. — 25 C. [Potapov VA. Poisk genet-
icheskikh markerov, opredelyayushchikh predraspolozhennost’ k sakhar-
nomu diabetu 2 tipa. [dissertation] Moscow; 2010. 25 p. (In Russ).]
Kong Y, Sharma RB, Nwosu BU, Alonso LC. Islet biology,
the CDKN2A/B locus and type 2 diabetes risk. Diabetologia.
2016;59(8):1579—1593. doi: 10.1007/s00125-016-3967-7.

‘t Hart LM, Simonis-Bik AM, Nijpels G, et al. Combined risk allele
score of eight type 2 diabetes genes is associated with reduced first-
phase glucose-stimulated insulin secretion during hyperglycemic
clamps. Diabetes. 2010;59(1):287—292. doi: 10.2337/db09-0736.
Hu C, Jia W. Linking MTNRIB variants to diabetes: the role of
circadian rhythms. Diabetes. 2016;65(6):1490—1492. doi: 10.2337/
dbil6-0012.

Lane JM, Chang AM, Bjonnes AC, et al. Impact of common diabe-
tes risk variant in MTNR1B on sleep, circadian, and melatonin phys-
iology. Diabetes. 2016;65(6):1741—1751. doi: 10.2337/db15-0999.

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

Annals of the Russian Academy of Medical Sciences. 2019;74(1):61—70.

Frayling TM, Timpson NJ, Weedon MN, et al. A common variant
in the FTO gene is associated with body mass index and predisposes
to childhood and adult obesity. Science. 2007;316(5826):889—894.
doi: 10.1126/science.1141634.

Feng X, Tucker KL, Parnell LD, et al. Insulin receptor substrate 1
(IRS1) variants confer risk of diabetes in the Boston Puerto Rican
Health Study. Asia Pac J Clin Nutr. 2013;22(1):150—159. doi:
10.6133/apjcn.2013.22.1.09.

Ruggenenti P, Bettinaglio P, Pinares F, Remuzzi G. Angiotensin
converting enzyme insertion/deletion polymorphism and renopro-
tection in diabetic and nondiabetic nephropathies. Clin J Am Soc
Nephrol. 2008;3(5):1511—1525. doi: 10.2215/CJN.04140907.
AJNITOPUTMBI CTICUATTM3UPOBAHHON METUITMHCKON TTOMOIIY OOJIb-
HbIM caxapHbIM auaderom / IMon penakuueit .. Ienosa, M.B.
[llecrakoBoii, A.}O. MaitopoBa. — 8-ii Beirtyck // Caxaprbtit dua-
oem. — 2017. — T.20. — Ne1S — C. 1—121. [Standards of special-
ized diabetes care. Edited by Dedov 11, Shestakova MV, Mayorov
AY. 8th edition. Diabetes mellitus. 2017;20(1S):1—121. (In Russ).]
doi: 10.14341/DM20171S8.

Satoh M, Asayama K, Kikuya M, et al. Nocturnal blood pressure
decline based on different time intervals and long-term cardiovas-
cular risk: the Ohasama Study. Clin Exp Hypertens. 2018;40(1):1-7.
doi: 10.1080/10641963.2016.1259324.

Legrain P, Aebersold R, Archakov A, et al. The human proteome
project: current state and future direction. Mol Cell Proteomics.
2011;10(7):M111.009993. doi: 10.1074/mcp.M111.009993.

Duarte T, Spencer C. Personalized proteomics: the future of precision
medicine. Proteomes. 2016;4(4):29. doi: 10.3390/proteomes4040029.
Archakov A, Aseev A, Bykov V, et al. Gene-centric view on the
human proteome project: the example of the Russian roadmap for
chromosome 18. Proteomics. 2011;11(10):1853—1856. doi: 10.1002/
pmic.201000540.

Dreesen J, Destouni A, Kourlaba G, et al. Evaluation of PCR-based
preimplantation genetic diagnosis applied to monogenic diseases: a
collaborative ESHRE PGD consortium study. Eur J Hum Genet.
2014;22(8):1012—1018. doi: 10.1038/ejhg.2013.277.

Chen CK, Yu HT, Soong YK, Lee CL. New perspectives on pre-
implantation genetic diagnosis and preimplantation genetic screen-
ing. Taiwan J Obstet Gynecol. 2014;53(2):146—150. doi: 10.1016/j.
j0g.2014.04.004.

Shefi S, Raviv G, Rienstein S, et al. Fish based preimplantation
genetic diagnosis to prevent DiGeorge syndrome. J Assist Reprod
Genet. 2009;26(7):411—413. doi: 10.1007/s10815-009-9334-6.
Baranov VS. Genome paths: a way to personalized and predictive
medicine. Acta Naturae. 2009;1(3):70—80.

Mutch DM, Clément K. Unraveling the genetics of human obesity.
PLoS Genet. 2006;2(12):e188. doi: 10.1371 /journal.pgen.0020188.
Brother K, Rothstein M. Ethical, legal and social implications of
incorporating personalized medicine into healthcare. Per Med.
2015;12(1):43-51. doi: 10.2217/pme.14.65.

congress.gov [Internet]. Congress of the USA. S.3822 — Genomics
and Personalized Medicine Act of 2006 [cited 2019 Jan 15]. Available
from: https://www.congress.gov/bill/109th-congress/senate-bill/3822.
congress.gov [Internet]. Congress of the USA. H.R.6498 —
Genomics and Personalized Medicine Act of 2008 [cited 2019 Jan
15]. Available from: https://www.congress.gov/bill/110th-congress/
house-bill/6498.

congress.gov [Internet]. Congress of the USA. H.R.5440 —
Genomics and Personalized Medicine Act of 2010 [cited 2019 Jan
15]. Available from: https://www.congress.gov/bill/111th-congress/
house-bill/5440.

KOHTAKTHAA NTH®OPMAILINA

Jledoe Hean Heanoeuu, akanemuk PAH [Ivan I. Dedov, MD, PhD, Professor]
Anpec: Poccust, 117036, Mocksa, yi. JIm. YibsHosa, a. 11 [address: 11 Dm.Ulyanova street, Moscow, 117036, Russia],
e-mail: dedov@endocrincentr.ru, SPIN-kox: 5873-2280, ORCID: https://orcid.org/0000-0002-8175-7886

The article is licensed by CC BY-NC-ND 4.0 International Licensee
https://creativecommons.org/licenses/by-nc-nd/4.0/



