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PepakunoHHble mMaTtepunalbl

De Gustibus

INEPCOHAJIN3NPOBAHHAA MEJIUIINHA —

DTO PAHTACTUKA?
I’ A. Iepacumos

Ha sTot pa3 Temy [u1st ouepeIHOI KOJTOHKU MHE TIpY-
HeC He MHTEPHET M He MHTEpeCHasl CTaThs B HAyYHOM
XKypHane, a ydyactue B KoHrpecce 3HIOKPHHOJIOTOB,
KOTOPKIN cocTosiiica B Mockse B Mmae 2012 1. A TouHee —
3aMeuartebHas TeHapHas jekuus akan. UM.W. [lenosa
0 TIEPCOHAIM3UPOBAHHONM MEAWIIMHE, OTKPBIBIIAS 3TOT
KOoHTpecc. HeiicTBUTEILHO JIU MPOTPECcC B TeHETUIECKUX
HCCIIEIOBAHUSAX, TOCTUTHYTHIN 3a ITOCTeTHNE ABa IeCs-
TUIETUSI, Yepe3 KaKoe-TO BpeMs JacT BO3MOXKXHOCTH
JIEUUTH He 00JIe3Hb, a 00JIbHOr0? MMeeT 11 nmepcoHam-
3UpOBaHHAg MeIWIMHA TPaKTUYECKOe TPUIOKEeHUE
yXKe cerogHs?

g Havana mpuBeny OBLITOBOE CpaBHEHME, U TTYCTh
YUTATEIN pelllaT — YMECTHO OHO WJIM HET B KOHTEKCTE
9TOI KOJIOHKU. JIIOOM MOEro MOKOJIEHWSI MTOMHSIT, UTO
eme JieT 40 Ha3ag HUKOTO HeJTb3sT ObUIO YIUBUTH BhIBEC-
KO “ATeJibe THIWBUAYaJILHOTO nolnrBa” . Y i B HUX
BITOJTHE OOBIYHBIE MAJIBTO M KOCTIOMBI JIJISI BITOJTHE OOBIU-
HBIX JIIOAEH TIPOCTO TTOTOMY, YTO MHIYCTPUS MacCOBOTO
MMPOU3BOACTBA KAYECTBEHHON TOTOBOI ONEXKABLI TOTIA
OblJ1Ta B JOBOJILHO-TAKW TIPUMUTUBHOM COCTOSTHUHM'.
Xotdg B MacmTabax LieH TOro BpeMeHU 3TOT WHAIIOIINB
ObUT OTHIONb He JelleB, (PaKTUYECKU eIMHCTBEHHOI
aJIETEPHATUBOM YCIIYyTW MOPTHOTO OBUIO MPUOOpETEHUE
COOCTBEHHOM MBeMHON MammHKU. CITycTs aecaTuiie-
THe-IIpyroe B CTpaHe pa3BMJIACh WHIYCTPUS MacCOBOTO
MMPOU3BOACTBA JOCTATOYHO JEIIeBOI OAEKIbI, CMEHUB-
mrasicss 0oJjiee ACIIeBBIM, HO BITOJIHE KauyeCTBEHHBIM
nmmoptoM. Kak 1 Bo BceM OCTaJIbHOM MUPE, MacCCOBBII
WHAIIOIIMB OJeXAbl yiuea B Tpounioe. Ho He momHo-
CTBIO: TOSIBUJIMCH aTeIbe U MOPTHBIE, HAa3bIBAIOIINE ceOs
“KyTIopbe”, KOTOPBIE IIBIOT JOPOTYIO 1 SKCKIIO3UBHYIO
ofexXy I HeOeqHBIX JIIOAEi, KOTOphbIe HE XOTSIT OJe-
BaThCs, KaK BCE.

DTa aHaJIOTHS MPUIIJIa MHE B TOJIOBY, TaK KaK B aH-
[JIOSI3BIYHOM JIUTEepaType NePCOHATM3NPOBAHHYIO MEIV-

! PaBHBIM 00pa30M B TO K€ BPeMsI B TPOM3BOACTBEHHBIX OTIC-
JIax anTeK (MpaKTUYeCKW MCYE3HYBIINX CETOMHS) 1O WHIM-
BUIyaJIbHBIM pelierTaM MPUTOTOBISUIMCH MOPOIITKHU U TTHITIO-
JIM, TaK KaK HOMEHKJIaTypa FOTOBBIX JIEKAPCTBEHHBIX TTpera-
paToB TOXke ObliIa BeCbMa OrpaHUYEHa.
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IIMHY MHOTAA 00pa3HO HA3BIBAIOT “WHAMBUIYAJIBHO T10-
IIUTOM MOJT YHUKAJIBHBII T€HOTUIT YeoBeKa”? .

B mepcoHanm3npoBaHHONW MEIUIIMHE CETOMHS Ha-
MeuaeTcsl HeCKOJIbKO OCHOBHBIX HampaBieHuit. [lep-
BOE — 3TO IO CYTH Jiejia JalbHEUIIIee COBEPIICHCTBOBA-
HUEe CKpMHUHTA 3a00JIeBaHII HA OCHOBE pacIInpOBKHA
reHoMa MHIuBUAyyMa. Ellle HeCKOMBKO JIeT Ha3am i
3aBEepIICHUST MEXAYHAPOMTHOTO IIPOEKTa IO ITOJHOU
pacmmppoBKe TeHOMa YeIoBeKa MOTpeOOBaIoCh Ooee
10 sret u 3 muipx goapoB. CeromHsT IIporpecc TeXHOJIO-
TUY TIO3BOJISICT IIPOBECTU aHAJIM3 TeHOMA B TeUCHUE Helle-
m 3a 10—20 TeIc. mommapoB. He mckimoueHo, 4TO Yepe3
HECKOJIBKO JIET M CPOKM aHaJIn3a, M €To 1IeHa COKPaTsIT-
¢l eIIie BO MHOTO pas3.

M xorma HacTaHET 3TOT CBETJIbIN A€Hb, “Bpayu U re-
HETUYEeCKNEe KOHCYJIBTaHTHI Ha OCHOBE WHIWBUIYAJhb-
HBIX JAHHBIX O TEHETUYECKON KOHCTUTYIIUM CMOTYT
CKpPOUTH UISI KOHKPETHOTO YeJIOBEKa CTPATETHIO ITOMI-
IepKaHWST 300POBBSI, PACCUMTAHHYIO Ha ICCSTHIICTHS.
DTa cTpaTeTns 1acT BO3MOXKHOCTD OTIPEIEIIATh ITpeapac-
MTOJIOXKEHHOCTh K OIpene/IeHHBIM 3a00JI¢BaHUSIM, TIpe-
IOTBpAIIaTh WJIM TOPMO3HUTh UX Pa3BUTHE C ITOMOIIBIO
WHAIWBUIYAIBHO ITOM00paHHBIX JIEKAPCTBEHHBIX CPEICTB
¥ peKOMEHIALNI M0 MTUTAHUIO ¥ 00pa3y XKU3HM>”.

®anTactrka? Ilonararo, 9To ¢ TEXHUIECKOI TOUKH
3peHMsI BCe 3TO OyaeT BO3MOXHO yXe B OJvkaiiieM Oy-
nyueM. [IpoGiema B apyrom. BoT B34Th st TPOCTOTHI
puMepa OOIICTIPUHSITHIC PEKOMEHIAITUH T10 3I0POBOMY
MUTaHWIO U 00pa3y Xu3HU. Jlymaro, 4To B IPUHIIATIC OHU
W3BECTHBI BCEMY B JOCTAaTOYHOW CTEIIEHW TPaMOTHOMY
HacesneHnio. Ho Kak OOJIBIIMHCTBO JIIOIEH CETOMHS BbI-
TTOJTHSIET TaKue TIPOCThIEC, Ka3aJIoCh ObI, pEKOMEHIAIINH,
KaK pa3yMHOE OTpaHMYCHNE KaJopaxka MMTaHUS 1 aJIKO-
TOJIBHBIX HAITUTKOB, JOCTATOYHOE TTOTPEOJICHNE OBOIIEH
1 (PYKTOB, aKTUBHBIC (DM3MIECKNE HATPY3KH U TOMY
nomo6Hoe? Jlymaro, 4To MOIIM OBl TIHIATEIbHEE.

2 B opurnnane — “Health care tailored to a person's unique
genetic makeup”.

3 http://genetichealth.jax.org/personalized-medicine/
what-is/index.html (nepeBon moit — I I').
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I'.A. I'epacumos

Bynymiee mokaxert, KaK MU3MEHUTCSI 3TO JIIOICKOE OT-
HOIIIEHWE K CBOEMY 3I0POBBIO, €CJIM Ha OCHOBE MHIVBH-
JIyaTbHOTO TeHETMYECKOTO aHaM3a yKe B MJIaIeHYCCTBE
YeJOBEKY MPEACKaXKyT, HaIIpuMep, 9TO 0e3 palmoHaIb-
HOTO ITATAaHMS M JOCTATOUHBIX (DM3MUCCKUX YIIPAKHEHUI
B 14 et y Hero OymeT M30bITOYHAsI mMacca Tefa, B 27 —
oXupeHue, B 34 roga — TUTIEPTOHUS, B 45 — UIIeMUYeC-
Kast 00JIe3Hb cepria, a JaJIbIlle CO BCEMH OCTAaHOBKAMMU.

Ho 3To HeraTMBHEBIN, TaK cKa3aTh, cueHapuii. Ho,
MOXKET OBITh, OYIYT IPUMEPHI U TTOJI0XHUTEIBHOTO TOJIKA.
Bo3bMeM MCTOPUIO JKMU3HU TAKOTO SIPKOTO ASSTENIS TIPO-
LIIJIOro BeKa, Kak YuHcTtoH Yepuunans. Ha ero MmHoro-
YUCIIEHHBIX (POTO BUIHO, YTO YK€ B MOJIOIOCTH OH 00J1a-
JIaJl U3BECTHOM TYIHOCTBIO M TTIOYTH HUKOTIA HE BBIITYC-
KaJI CUTapy M30 pTa. B 1eHb OH BRIIMBAII HE MEHBIIIE TFO-
JKWHBI TTOPLIMI BUCKU (TIEPBYIO — OKOJIO 9 9 yTpa elre
B IIOCTEJIN), HE CUMTAsI IIAMITAHCKOTO Ha o0en* 1 BUHA
Ha YXWH. YXWHaJl OH, KCTaTHA, HEM3MEHHO TOBSIKbUM
CTEHKOM, a Ha 3aBTPaK TpeOOBaI OCTaTKU Msica, HE Che-
IeHHOoro BedyepoM. Ilpum 3ToM oO6Jamam MHOXKXECTBOM
TaJaHTOB 1 (haHTACTUICCKON TPYTOCIIOCOOHOCTRIO; T10-
JIaJl B OTCTaBKY C TI0CTa IIpeMbep-MUHUCTPA B BO3pacTe
81 roma, a ymep Ha 92-M romy Xu3HU, COXpPaHUB J0 KOH-
11a >KU3HU XXKUBOCTb YMa 1 JIeTEeHIApPHOE YyBCTBO IOMOpA.

Kro 3Haet, MoXeT OBITh, MHAVBUAYAIbHBIN aHATN3
JHK cnocobeH OTKpBITh CXOOHbIE XKU3HEHHBIE IIep-
CIIEKTUBHI [IJISI OTOEIbHBIX WHAWBUIYYMOB U M30aBUTh
X OT PYTUHBI HEe CKPOCHHBIX IT0 TEHETUYECKON MepKe
CKYYHBIX PEKOMEHIAIINI 10 3I0POBOMY 00pa3y KMU3HU?

Wnn Bocco3maH OymeT “IWMBHBLIA HOBBIA MUp™3,
B KOTOPOM YeJIOBEK C pOXKICHMS (TT0MOOHO HOBOMY aBTO-
MOOMJTIO CETOMHST) TIOJIYUYNUT CEPBUCHYIO KHIKKY C MHIM -
BUIyaJTbHBIM 1 TTOAPOOHBIM OITMCAaHUEM Mep TUATrHOCTH -
KU, TEXHIYECKOTO OOCTYKMBAHUS M PEMOHTA CBOETO OP-
raHn3sMa. BrpoueM, ceromHs MOTpeOUTETb TeHETUIeC-
KOTO TIpeIcKa3aHusl COOCTBEHHOTO OYAYIIEeTo IPEeICcTaB-
JISIETCSI MHE CKopee B oOpa3e TOpOACKOro HEBPOTHKA
(Tura repoeB paHHUX QWILMOB Bynm AieHa), Hexenun
YeJI0BeKa OCHOBATEIIBHOTO, KOTOPBII CKOPEE PEIITUT, UTO
«BO MHOTOM MyIPOCTH MHOTO TeYajid; U KTO YMHOXaeT
IMO3HaHUS, yMHOXaeT ckopob” (Exxiecnact. 1:18).

BrpoueM, Takoit B3IISIT MOXKET TTOKA3aThCsST TOCTa-
TOYHO CYOBEKTHMBHBIM, OTPaXKarOIIUM OIIpeAcICeHHBIC
KYJIBTYpPHBIC TIPEAITOYTCHUSI WIIHA, €CJTA YTOITHO, TIpeapac-
cyaku. He cekperT, 4To y Hac B cTpaHe 0 CUX Ipeobiiama-
eT IMPaKTHKa, KOrma 00IbHOMY HE COOOIIAIOT O TSDKEJIOM,
rmogJac Oe3HameskHOM, 3a00JIeBaHUM, a TEePEenaT 3TOT
“cexper” ceMbe M OJIU3KNM, KOTOPBIE TOKHBI PEIIUTh,

4 McTopMKM TIOACYMTAIM, UTO 3a XKU3Hb UYepuuiuib BBITTUTT
okoJ10 20 Thic. OyThUTOK ammnaHckoro. (I1. JIxxoncon “Yep-
yis”. M.: Komubopu, 2012).

> B opurnHaie — “Brave New World” — aHTHyTONIUST N3BECT-
Horo aHruiickoro nucatesst Onnoca Xakcnu (1932).

KaK IIOHECTH (MJIM CKPBITh) 3Ty IeYaTbHYIO HOBOCTD.
B CIIIA, HanmpoTtuB, Bpau 1O 3aKOHY MMEET MpPaBO CO-
00IIIaTh O OIMATHO3¢ M MPOTHO3¢ 3a00JIEBAaHUS TOJIBKO
caMoOMy TIaIIUEHTY M TOJBKO C €ro COIJIACUS — KOMY-
Moo e1re.

OpHako Oymylee MCIOJb30BaHME TEHETUIECKOTO
CKpPMHUHTA MOXET OBITh OTPAHMYEHO HE TOJIBKO 3TUYEC-
KAMU IIPOTUBOPEUYUSIMU. B 0MHOIT M3 TIPOIIIITBIX KOJOHOK
S yKe 00CyXKHall KOMITIEKC TIPo0JIeM, CBSI3aHHBIX C BCE
0ojice IMMPOKUM PACIIPOCTPAHEHUEM IIPOTpaMM CKpPH-
HUMHIa OHKOJIOTMYECKMX 3a00ieBaHmii®. Tak, Ha MpakTUKe
3¢ GEKTUBHOCTh CKPUHWHTA PaKa IIPOCTATHI MM MOJIOU-
HO1 XeJIe3bl C TOUKU 3PSHMS CTIAaCeHUS XXKM3HU OOJIBHO-
ro cocrasiser Bcero 0,1%, a 3pheKTUBHOCTb CKPUHUH-
ra paka IIMTOBMIHON Kele3bl Ha TIOPSIIOK HITKE.
ITpu 3TOM Ha KaKIOTO BHIMTPABIIETO B 3Ty CBOeOOpa3-
HYIO ITMaTHOCTMYECKYIO JIOTepero TMPUXOMUTCS HEMaJo
MPOUTPABIIUX: OT 5 10 15 MalMeHTOB C TUIepAUarHoC-
TUKOM paka MOJOYHOM keje3bl n oT 30 mo 100 maum-
€HTOB C THITepANAarHOCTUKOI paka mpocTaTbl. CKOJIBKO
JenaeTcss HeOOOCHOBAHHBIX OIlepalinii Ha ITUTOBUIHOMN
JKeJie3e, He 3HaeT HUKTO.

VKe ceromHsI pacIIMpeHne HOMEHKJIATYpHl 3a00I1e-
BaHUIA B IPOrpaMMax HEOHATaTbHOTO CKPMHIHTA TTPHUBO-
IUT K HEOMHO3HAYHBIM pe3ynbrataM. B CILA, Hammpumep,
B 1995 1. mpoBoOMiICS CKpUHUHT BCeTO 8§ 3a00JIeBaHMIA,
a 10—12 jet cmycts (B 3aBUCUMOCTH OT INTAaTa) CKPH-
HUHT yXXe OXBaThIBaJl OT 28 1o 57 marojoruii. Ycriexu
B IMArHOCTHKE U JICUeHUU (PEHMIKETOHYPHUH, BPOXKICH-
HOTO TMITOTUPEO03a U PSIIa IPYTUX 3a00I€BaHUI TIOACTET -
HYJIM BKJTIOUCHME B IIPOTpaMMy CKPWHHMHTAa BCE HOBBIX
¥ HOBBIX BPOXXICHHBIX ITATOJIOTHIT. DTO JaeT OUYCBUIHBIC
pe3yJbTaThl: U3 00Jiee 4 MIIH OXBAaYeHHBIX CKPUHUHTOM
HoBopoxIeHHBIX B CILIA exxeromHo BeIsgBisieTcs 12,5 ThIC.
JeTeil ¢ BpOXKIEHHBIMM 3200 ICBAHUSIMU.

OmHako B HEIAaBHO OITyOJIMKOBAaHHOW B JKypHale
Scientific American craTbe’ BIiepBBIe, HaBepHOE, ObLIA
MOCTaBJIeHA II0J COMHEHHE IIeIeCOO0Pa3HOCTh CKpPH-
HUHTA HEKOTOPHIX 3a00JIeBaHMI, 11T KOTOPHIX TTOKa He
cymiecTByeT 3(pDeKTMBHBIX METOIOB JIeueHHsI. B kauecT-
Be IpuMepa npuBoauTcst 6oje3Hb Kpaboe (Krabbe) —
penKoe HacIeICTBeHHOE 3a00JIeBaHME C ayTOCOMHO-Pe-
IIECCUBHBIM HacJIeAOBaHUEM, IIPY KOTOPOM ITOPaKaeTCs
MUEJTMHOBAST 000JI09Ka HEPBHBIX BOJIOKOH. CHUMIITOMBI
00JIe3HM OOBIYHO IIPOSIBJISIIOTCS B BO3pacte 3—6 Mec,
a TIPOIOJDKUTEIFHOCTD KU3HU JEeTeH COCTABISIET OKOJIO
2 net. [1paBaa, OB OMIMCAHBI U CITydan TTO3MHETO Hava-
na 6one3nu Kpabdbe ¢ qocratouHO 100pOKauyeCTBEHHBIM
TeUYeHNEM, HO TaKOI BapMaHT CUYNUTAJICS BEChbMa PEIKHM.
IMocne nyonmukamnum B xxypHaie New England Journal of

¢ KiuH. u akcrep. tupeous., 2011; 7 (4): 4—7.
7 Perils of Newborn Screening. Scientific American 2012;
7:30-31.
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Medicine B 2005 1. ctaTtbu 00 3 HEKTUBHOCTH JCYEHUS
5TOM TMAaTOJIOTUU TMEPECAAKOM ITYIIOBUHHOU KpPOBU
(T.e. (haKTUUECKU CTBOJIOBBIX KJIETOK) OT HEpPOACTBEH-
HBIX JOHOPOB PsIMI IITATOB BKIIIOUIIM 3TO 3a00JIeBaHUE
B IIpOrpaMMy HEOHATaJTbHOTO CKPUHUHTA.

C 2006 mo 2010 . 3 TTOYTU MWUTMOHA CKPUHUPO-
BAHHBIX HOBOPOXIEGHHBIX B ImTate Hpio-Mopk 6bu1o
BBISIBJIEHO 228 neTeil ¢ HeOOBbIYAaitTHO HU3KUM yPOBHEM
aKTUBHOCTHU (hepMeHTa TanakTorepedpo3nnasbl (GALC),
YKa3bIBAIOIIMM Ha BBICOKHMII PHCK pa3BUTHSI OOJIE3HMU
Kpa66e. Ilpu pmanbHeiiiieM oOcieIOBaHUU 3TOH IO~
TPYIITBL y 24 meTeli ObUTA BBISIBJICHBI TCHETUICCKIE Map-
Kepbl 0one3nu Kpabbe, a y 4 n3 HUX BCKOpe pa3BUIINCH
1 TSDKEJTbIe CUMIITOMBI 3TOTO 3a0ojeBaHus. Camoe 1o-
pa3uTeNIbHOE, OMHAKO, COCTOSITIO B TOM, 4To 20 meTeid
C reHeTMYeCKMMHM Mapkepamu Oosne3dHu Kpabbe 1o-
IIPeKHEMY OCTalOTCS 300POBBIMU. BO3MOXHO, 9TO Y HUX
nMeNrach JaTeHTHas (Tmo3aHss) popma 6oesnu Kpadoe,
JacToTa KOTOPOU paHbIlle ObLIa HEM3BECTHOU M, TAKAM
00pa3oM, HemoolleHeHHOM. Kak BBIpa3uicst OMvH 13 Bpa-
Yeit, yJaCTBOBABIINX B UCCIICAOBAHUM: “3TO IIeasi TPYII-
IMa JeTeif, KOTOPBIX MPOCTO HUKTO HE OXMIOAT HANTH .
B HacTosIiee BpeMsi MHOTHE U3 3TUX JAeTell HaXOIATCS
o HAaOIIONeHUEeM Bpadeil M TIPOXOISIT HEBPOJIOTHIEC-
Kue obcieqoBaHue Kaxabie 4—6 Mec.

TyT MBI BHOBb BO3BpaIIaeMcsI K STHUSCKUM TTpo0IIe-
MaM TEHETMYEeCKOTO CKpMHMHTa. B Kakoe IOJIOKeHMe
TIOTTAJTM  POIUTENIA IeTei, Y KOTOPBIX ObLIa BBISIBICHA
MIPEeAPaCITONOKEHHOCTh K TSDKeNIeIneMy 3a00JIeBaHUIO
IIpY aOCOJTIOTHO HESICHOM ITPOTHO3€ BO3MOXKHOTIO €T0 Ha-
yaJa, TaJbHeIero Te4eHus 1 3PpOEeKTUBHOCTHU JICUCHUS?
HyxHO 11 3TMM IeTSIM TIPOXOMUTDH PETYIISIPHBIC M, BO3-
MOXXHO, Hebe30macHbIe OOCIeIOBaHUSI WIM IIPOCTO OT-
JaThcsl Ha BOJIO cynboe? CremyeT HAITOMHUTD, YTO PUCK
3a00J1eBaHNSA Y AeTeil ObLT BBISIBJICH B XOZ€ 00s13aTeIbHOTO
CKPMHUHTA, T.¢. KaKasi-TO YaCTh POAUTENICH MOTydnia WH-
(opMario, KOTOPYIO0 OHM HE 3arpanIiBaid T00POBOJIb-
HO, a, BO3MOXHO, TIPEAIIOWIN OBl U He 3HAaTh BoBce. C mpy-
IOl CTOPOHBI, YBEpSIOT CTOPOHHMKHM CKPMHMHTA,
MPU Pa3BUTUH CUMITOMOB JIUArHO3 PEAKOTO 3a00JIEBaHUS
OyIeT ITOCTaBUTh 3HAYMTEIHLHO TIPOIIE U OBICTpEe.

Ho xakoBa cymn0a Tex 4 meTeit, y KOTOpPBIX 00JIe3Hb
IporpeccupoBaja B paHHeM Bo3pacte? Ilo cBemeHMSIM
JKypHaJa, OIHa CeMbsI 0TKa3aJIach OT JICYCHUS CTBOJIOBBI-
MU KJIeTKaMU U pedbeHOoK ymep. Bropoii peGeHOK ymep oT
OCJIOKHEHU JIedeHUsT (CMEPTHOCTh TIPU TpaHCIUIaHTa-
LMK TIYIIOBUHHOM KpoBu coctaisieT 30%), a y TpeTbero
MMaIMeHTa Tepamusl oKasanach Hea((hEeKTUBHOI; y YeT-
BEpTOTO peOeHKa JICUeHNE JAI0 OMPEACTICHHBIA Pe3yiIhb-
TaT, HO B BO3pacTe 3 JIeT OH MMeEeT POCT TOI0BaJIOTO MJla-
JIEHIIa ¥ HEe MOXET CAMOCTOSITCITbHO XOIUTb.

Takum o6pa3oM, 10 co3gaHUsl JOCTATOUHO 3¢ heK-
TUBHBIX METOJIOB JICUCHUS (TaKUX, HAIIpUMep, KakK 3aMe-
CTUTEIbHAS TePaITisI TAPOKCUHOM ITPU BPOKICHHOM TH-
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MOTUPEO3€) MPOBEAEHUE TE€HETMYECKOr0 CKPUHWHTra
MHOTHMX 3a00JieBaHUI Y HOBOPOXIEHHBIX, 1a U B 0oJjiee
MO3IHEM BO3pACTe, MSITKO TOBOPSI, HELIEJIECO0OPA3HO.

Bropoe HanpaBieHue NepcoHATM3UPOBAHHON Me-
JULHBI TPEACTaBSIETCSl MHE 3HAUMTEIbHO OoJiee Tep-
crieKTUBHBIM. OHO CBOIWTCS K OIPeNeIeHUIO, YCIOBHO
rOBOPS1, TEHETUYECKOI MPerpacofokeHHOCTH K 3¢dek-
TUBHOMY JICYEHUIO TEM WJIM MHBIM JIEKAPCTBEHHBIM TIpe-
mapatoM. PaKTUIECKN 3TO SBISICTCS MaTbHEUIIIMM pa3-
BUTHEM (papMaKOTEHETHKY — pa3zesia MeIUIIMHCKOM Te-
HETUKU U (apMaKoJOTUM, M3yyalolllel XapakTep peak-
LIMiIA opraHU3Ma Ha JIEKapCTBEHHbIE CPEACTBA B 3aBUCH-
MOCTH OT HaCJIe[ICTBEHHBIX (PAKTOPOB. DTU TeHETUIECKIE
(akTOpHI, KaK IIPABUIIO, OIIPEIEISIOTCS TeHAMU, PETYII-
PYIOIIMMM CUHTE3 OEJTKOB, BIUSIONINX Ha (hapMaKOKMHE-
TUKY WK (papMaKOIMHAMUKY JI€KApPCTBEHHBIX CPEJCTB.

ITponoirkas obpa3Hoe cpaBHEeHME Toa00pa apdek-
TUBHOTO JIEYEHUS C UHIVUBUIYaTbHOU KPOWKOM 1 IIUTh-
eM, cllelyeT Mpu3HaTb, YTO B HACTOSIIIEE BpeMsl Bpau
METOIOM IPO0 M OIIMOOK cTapaeTcs MmomodpaTh mamu-
€HTY ONTUMAaJbHOE CPEACTBO JIEYEHUS MOJOOHO TOMY,
KaK B MarasuHe roTOBOW OJI€X/bl MpoAaBell oadupaeT
MOKYIaTeNI0 MO pa3Mepy MaccoBO MOIIMTHIM B Kutae
nuakak wiu niatee. [TpaBna, ¢ oiHUM OOBIIUM pa3in-
YHeM: OOHY M Ty K€ KO(PTOYKYy MOTYT IIpeljiaraTh
u 16-71eTHEMY IOAPOCTKY, U 75-11eTHeil OabyIKe.

HagepHoe, npoiiaeT eiie Hemalslo JIET, Mpexae 4em
Mbl OILYTMM B MOJHOW Mepe MPEeruMyLIECTBO MePCOHATN-
3MPOBAHHOIO JIUeHUs] Ha OCHOBE F€HETUYECKOTO aHAIM-
3a, HO YK€ M CErOJIHSI MOXKHO MPUBECTU HEMAJIO TPUMEPOB
€ro yCcrneuHoro npuMeHeHusi. Hampumep, ot metacratu-
YeCKOTO pakKa TOJICTOM KKK exxeromHo B CIIIA ymupaeT
50 TBIC. YEITOBEK — OOJIBIIIE, YeM OT paka MOJIOUHOM XKeJle-
3p1 1 CITW]Ia BMecTe B3ATBIX. IS JIeUeHUsT 3TOTO THUIIA
paka IprUMeHsIeTCs TIperapar IeTyKcumad (ITaTeHTOBaH-
HOe HazBaHUe — DpOuTyKc). [eHeTHMIecKnM MapKepoM,
OIpeAeISIOUIMM YYBCTBUTELHOCTD K JIEUYEHHUIO TIPU pake
TOJICTOM KMIIKHU, SIBJISIETCSI AKCIIpeccust Oesika, Koaupye-
Moro reHoM KRAS, KoTopbrit MOXKHO OTIpEeIe INTh C TIOMO-
IIBIO TTPOCTOTrOo TecTa. ITocKombKy 1eTyKenmad 3 dexTu-
BEH TOJIbKO y TAIIMEHTOB ¢ HOpMaIbHBIM YpoBHeM KRAS-
NpoTerHa, JIeYeHWe STUM IpPernapatoM MOXHO MCKITIO-
yuTh Y 40% OOJIbHBIX, Y KOTOPHIX OHO OYIET 3aBEIOMO He-
¢ dexkTBHBIM. BMecTO OKMmIaHMs pe3ysibraTta OT HEHYK-
HOTO JIEYEHUS TUM MalMeHTaM MOXHO OyneT 6e3oTiara-
TeJIbHO Ha3HAUUTD aTbTEPHATUBHYIO TEPAIIUIO.

Bot 6ykBasibHO B Te IHM, Koraa Oblja HamucaHa 9Ta
craths, B razete New York Times Obuta ormydJimKoBaHa
cepusi MHTEPECHEHIIUX CTaTeil 0 MepCcreKTuBax Mmepco-
HaJIM3UPOBAaHHON MeIUITMHBIS. B TIepBoii cTaThe paccKa-

8 http://www.nytimes.com/2012/07/08/health/
in-gene-sequencing-treatment-for-leukemia-glimpses-
of-the-future.html



De Gustibus ITEPCOHAAU3HPOBAHHAA MEJHIIMHA — 3TO WAHTACTHKA?

I'.A. I'epacumos

3BIBAJIOCHh O CyIbOEe MOJIOIOTO Bpaya, 3a00JIeBIIIETO OCT-
pbIM TMM(POOIACTHBIM JICHKO30M. 3BeCTHBIE METOMIBI
JICYCHUST (XMMUOTEpaIisI U TPaHCIIAaHTAIMsI KOCTHOTO
MO3Ta) He MPUBOAIN K CTOMKOW peMHMCCUM 3a0oJieBa-
Hus. HakoHell, cOTpyZHHUKM T€HOMHOTO WHCTHUTYTa
VYHuBepcurera BammumHTTOHA IJ1g CHAaceHUST KOJUIETH
petnu ripoBecT nmouHbii aHanu3 JIHK n PHK 3mopo-
BBIX 1 OTTYXOJIEBBIX KJIETOK OOJIBHOTO, YTOOBI HAWTH T€H,
OTBETCTBEHHBIN 3a pa3BUTHE JIeiKo3a. BbIT BHITIONHEH
TUTAaHTCKUI 00beM J1abOpaTOPHBIX UCCIeIOBaHUI, 00-
HapY>KUBIIWI TOBBIIIICHHYIO 3KCITPECCUI0 HOPMATbHOTO
reHa FLT3, koropas npuBea K BeIpabOTKe OeaKa, CTH-
MYJIIPYIOIIETO POCT OITyXOJIEBBIX KiIeToK. bomee Toro,
B HAIMIMU y Bpadyeil y:ke MMeJICsS TTePCIIeKTUBHBIA HO-
BBIIf Ipenapat cyHUTUHUO (CyTeHT), pa3peIeHHbIN IS
JICYSHUST TOJIBKO TTO3THMX CTAIWA paka ITOYKH, KOTOPBIM
6iokupoBan aktuBHOCTL TeHa FLT3. M mononoii Bpau
cTaj IepBBIM MAlIMEHTOM, KOTOPOMY CYHUTWHUO ObLTa
Ha3HAYeH I JiedeHMs Jieiiko3a. Tepammsl okKasajlach
3¢ dexTuBHON’, 1 y TaliMeHTa Oblla JOCTUTHYTA MOJIHAs
peMuccus 3a00IeBaHUS.

Ho xaxoii 11eHO# (B TIPSIMOM CMBICJIE 3TOTO CJIOBa)?
Jleuenne cynutuamnO0oM ctowio 330 mommapoB B JeHb.
CrpaxoBasi KOMIIaHUSI OTKa3ajach OIUIAYMBaTh JICUCHME,
a Take HeMaJloil 3apIuIaThl aMePUKAHCKOTO Bpada-ncciie-
JIoBaTelsT HE XBaTWIO OBl Ha TOHOBOM KypC JICUCHMS.
B KOHIIe KOHIIOB BBIXOZ OBLT HaiileH (KOMOMHALIMS COO-
CTBEHHBIX CPEICTB, JOOPOBOJBHBIX MOKEPTBOBAHUIA IPY-
3¢t ¥ KOJIJIET U TaKe TIOAapoK OT (DUPMBI-TIPOU3BOIUTEIIS
JIeKapcTBa, KOTOpasi ITIOHAYaJTy OTKa3ajia B TIOMOIIN). X0-
portrro, uto happy end ObIBacT He TOJIBLKO B MeJIoIpaMax.

HeiicTBUTEIHLHO, TIOKA TIEPCOHATM3UPOBAHHOE JIeUe-
HHe 3allpeaesIbHO JOPOTo, a OOBIYHAST CTPaXOBKa He TIpe-
JIyCMaTpUBAET OIUIATY JICUCHUS “IKCIIepUMEHTATEHBIMU
MperapaTamMu’, Jake eCI OHM TIOJIYYMJIA BCe HYKHBIC
omobpenus1. [loka OHO HOCTYITHO JIUIIB TEM, KTO MMEET
OoJibllIME AEHbIM WK BbICOKME CBs3U. 1o 3anuckam 6u-
orpacda, Ctus Ixxo0c (ocHOBaTeIb KOMIAHUK “Dmur”),
HcUYepIIaB BCe BOZMOXKHOCTH JICUCHUSI paKa MOIKeTyI0q-
HOI >kene3nl, 3armiaTa 100 TeIC. DO/UTapoB 3a pacimd-
poBky JIHK cBoeii omyxojiu, HO ¥ 3T0, 04EBUAHO, HE IO~
MOTJIO HAlTH HYKHOTO JIedeHUsI. Eciiu TpomoiskuTh aHa-
JIOTUIO C TIOPTHBIMHU, TO TIOKA TaKoe JICYCHUE MOXKHO
CPaBHUTH C TTOIIMBOM IIJIaThsl Y CAMOTO 3HAMEHUTOTO KY-
TIOPbE, 4TO OYIET CTOUTH B ACCSATKHU WJIM COTHU pa3 I0PO-
Ke, 4eM camasi MoJIHasl FOTOBas oJiekKaa U3 MarazuHa.

ITo MHEHUIO MCCenOBaTeNIeii, UMEHHO TeHBI OIpe-
JIEJISTIOT XapaKTep pa3BUTHS paka, a He TKaH! WU Opra-
HBI (TIeYeHb, KAIIIEYHUK VI KOCTHBIA MO3T), B KOTOPBIX
pa3BUBACTCSl OMYXOJIb. TakK, TeHETUYECKHE MEXaHW3MbI
paKa MOJIOUHOM XeJje3bl y OJHON OOJBbHOI M paka Mpo-
CTaThl WJIM JIETKOTO y IPYTOTo IMallieHTa MOTYT MMETh
cxoncTio. [Ipu aTOM Moaxoe edeHre OyaeT “cKpoeHo”
oA MYTAlMIO KJIETOK KaXHOl KOHKPETHOI OITyXOJr

C TIOMOIIIBIO JICKAPCTB, HAIPaBICHHBIX Ha KITIOYEBBIC
abeppaHTHBIC TeHBI. B Kakoii-To cTereHn 3T0 OymeT Ha-
nomuHaTh JeueHrne CITM]la, mpu KOTOPOM HECKOJIBKO
Pa3IMIHBIX JIEKAPCTB ICHCTBYIOT Ha BUPYC B PSIIe KPUTH-
YECKUX 30H.

Takoe cpaBHEHUE BHYIIACT OIpPEICICHHBIN ONTH-
mu3M. Eme 20 net vazan CITHU/I 66u1 HEM31eYnM, a rep-
BBIe 2(h(heKTUBHBIE TIpeITapaThl ObLTA JOPOTU U TPYITHO-
noctyrnHbl. Cerogust cmepTHOCTh oT CITH/la cHu3uIach
BO MHOTO pa3 U 0OJIbIIMHCTBO MH(pUIMpoBaHHBIX BUY
MOTYT PacCUMTBIBATh Ha CTOMKYIO PEMUCCHUIO, a MOXET
OBITH, M M3JICUYCHHE OT 3TOTO Hemayra. bymyiiee mokaxer,
HACKOJIPKO OBICTPBIM OYIET IPOTpecc B JICUCHUN OHKO-
JIOTUIECKUX 3a00JIeBaHMI C MCIIOJb30BaHMEM TEHHBIX
TEXHOJIOTUM.

Hy u, HakoHeI1, He/Tb3sT He OCTAHOBUTLCS Ha €IIIe Ol -
HOM BHIIE TTepCOHM(PUIIMPOBAHHON MEIMIINHBI, TSI KO-
TOpOI1 He Hy>kHO HU aHanu3aTopoB JIHK, Hu cBepxmopo-
rux ynekapctB. B CIIIA ObICcTpo pacTeT 4uclIO Bpadeit
(0cOOEHHO CeMEWHBIX M WHTEPHHUCTOB), KOTOpHIE OT-
KPBIBAIOT ITPAKTUKU, TIOJIYIUBIIIME Ha3BaHue “boutique”
mwm “concierge”®. CyTb 3THUX MPAKTUK COCTOWUT B TOM,
YTO B JOTOJHEHHE (peXke — BMECTO) K TPaIUIIMOHHOMN
MEIUIIMHCKON CTPaXOBKE MEXIY IMallMeHTOM W BpauyoM
3aKJTI09AETCSI TOTOBOP O TEPCOHMMUIIMPOBAHHOM 00-
cryxuBaHuu. lleHa TakuMX HDOTOBOPOB COCTABIISIET
B cpenHeM ot 1000 mo 5000 moJimapoB B rof B 3aBUCUMO-
CTH OT 00BbeMa JOTIOTHUTEIbHBIX YCIIYT.

Benn uero GotbIre Bcero He XBaTaeT MHOTMM TTAIIH -
eHTaM npu obpamieHun K Bpauy? IlepcoHaabHOTO 00-
IIEeHUsI, JOCTATOYHOTO BHUMAaHUS, BpEeMEHHU IIPOCTO T10-
TOBOPUTH M paccKa3aTh O CBOMX TPEBOTax M OOJIE3HSIX,
peaTbHBIX 1 MHUMBIX. A y Bpada, KOTOPOTO B TIPUEMHOM
KIYT ApyTUe MalMeHTHI, He XBaTaeT BpeMEHH Ha TO, 9TO-
OBI JETAJIPHO paccKa3aTh OOJBEHOMY O TOM, KaKHe TIpe-
rmapaTsl eMy Hy>XXHO TPUHUMATH U TIOUYEMY, KaKOW JTUETHI
MIPUIEPKUBATHCSI, KaK COBEPIIIEHCTBOBATh 00pa3 KMU3HU
¥ TaK jgajee.

B Oyrtuk-npakTtukax Bpauyd MOTYT IO3BOJIUTH cede
OrPpaHWYUTH KOJIMYECTBO MAIIMEHTOB 0€3 MOTePH ITOXO-
IIa, a TTAIIMEHTHI TTOIYJIaloT BO3MOXHOCTD IMPAKTUUECKH
HEOTPaHMYEHHOTO OOIIEHMS C BPauoOM KaK JIMYHO, TaK
¥ 1o TeaedOHY WM 3JeKTpoHHOI 1mouTe. Kpome Toro,
Bpauyd B TaKWX IPAKTHUKAxX MOTYT Ha3HAYaTh JTI0O0E 00-
clIeIOBaHME U JIeYeHHe 0e3 COTJIacOBaHMUSI CO CTPAXOBOM
KoMmaHueit. ECTeCTBeHHO, 4TO M cTpaxoBast KOMITaHUS
He OyIeT orIauyMBaTh BCe OTU “M3JIMIIeCcTBa”.

® Bymiix — HeOOJBIION SKCKITIO3MBHBIN Mara3uH ¢ OTpaHu-
YEHHBIM KPYTOM KJIMEHTOB. KoHcbepoic — 4e0BeK, B UbU
00513aHHOCTH BXOJIUT 00ECIeYeHUE MOCTOSIBLIEB B TOCTH-
HMUIIE BCEM HEOOXOIMMBIM U CO3/IaHUE JUTSI HUX KOM(OPT-
HBIX YCJIOBUIA.



KAMHHUYECKAA H O9KCIIEPUMEHTAABHAA TUPEOHJOAOIHA, 2012, mom 8, Ne3

Takum o0pa3oM, caMbIM OOJBIIMM HEIOCTATKOM
MEPCOHAIM3UPOBAHHON MEIWLIMHBLI TOKa SIBIISIETCS ee
BBICOKAsi CTOMMOCTb M BeCbMa OrpaHWYeHHas JTOCTYII-
HOCTb JUIST PSIIOBOTO MauueHTa. Jlaxke OoraTble CTpaHbI
BBIHYKIEHBI MCKATh ITyTUM COKpalleHWs pacXxomoB Ha
3IpaBOOXpaHEHNUE, IIPUTOM UYTO HaceJeHUE UX CTPEeMU-
TEJIbHO CTapeeT W B MEPCIIEKTUBE MOTPEOYET OOJIBIIETO
obbema MeauuuHCcKoW momoiiu. Hy a OGonee OGemHblie
CTpaHBI yKe JaBHO “TI0 OIeXKKe MPOTATUBAIOT HOXKM .

Ho #e Hamo Bnagats B yHbIHUE: 20 JICT Ha3a1 MOOMITb-
HBII TesreoH OBUT POCKOIIBIO, a TeTeph MUJLTUAPIBI JTIO-
JIeit yoKe He TIPEACTaBIISTIOT ce0e JKM3HM 03 3TOT0 YCTPOKCT-
Ba. A iporpecc B auarHoctuke u iedenun CITUIa, o Koto-
POM ST y3Ke YITOMUHAI B 3TOi KoJIoHKe! OITHAKO, IYTOORI ITep-
COHAJIM3MpPOBaHHASI MEIWIIMHA CTajla IOCTYITHOW, OHa
JIOJIKHA TTepepacTy (pasy SKCKITIO3UBHOTO “UHIITONINBA” U,
KaK 3TO HU MapaIoKCcaIbHO, CTaTh MaccoBOii. 1 BceM Oymet
T10 BKYCY, €CJIM 3TO TIPOM30MIET KaK MOXKHO CKOpEe. ..



