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«B 6yayLuem reHeTUYeCKNii aHanus, caeNnaHHbli Npu poXXKAeHUK, byaeT Cy>XUTb
KaK OCHOBO NepCcOHA/IN3MPOBaHHO MeAULIUHDBI A1 JAHHOTO Ye/IoBeKa, TaK U YacTbio
NpPeKOHLLeNUMOHHOM ANArHOCTUKY NPYU NJIAHUPOBAHUY C/IEAYIOLLEN0 NOKO/IEHUS»
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MHTepBbIo C AOKTOPOM BUOTOTMUECKUX HAYK, YTeHOM-KoppecrnoHaeHTom PAH

Omutpuem KOpbeBrnuem TpopnumMoBbIM

DoT0 B39TO C 0dMUManbHOrO caTa Poccuiickon akagemmm Hayk'

3asepuidemca 2024 200, 06p96AeHHbIN & Poc-
cutickoti Pedepauuu fodom cembu. Kouegoti 3ada-
Ueli 049 CUCMEMb] POCCUTICKO20 30pagooXpaHeHUs
CMAAO yKpenaeHue penpodykmugHozo 300poebsl
HaceneHus. bageodapa coemecmHoli pabome che-
UUAAUCMOB BCeX 0mpacAeli cucmeMbl 30pagooxpa-
HeHUg, paseumuio Ho8blxX MexXHOA02UI, cosepuleH-
CIMBOBAHUI0 ONEPAMUBHBIX U IMEPANesmudeckux
Memodog AedeHus nayueHmog ydaroce docmutb
3HAUUMEABHBIX Pe3yAbManios 8 Gopwbe 3d coxpa-

HeHue 300poabs HaceAeHUs 8 cepe penpodyKyuu.
3HauumenbHyio pabomy & 0aHHOM HanpasAeHuu
MHO20 Aem gedem VIHcmumym  penpodykmus-
HOUl  2eHemuKy HAYUOHAABHO20 MeduyUHCKo20
UCCACD0BAMEABCKO20 UeHMpa aKywlepcmed, 2u-
HeKoAO2UU U NePUHAMOA0UU UMeHU aKademuka
B.M. Kynakoea. Pedaxyus xypHasra Lex Genetica
nobecedosard ¢ QUpekmopoM UHCMUMYma 0oKImo-
POM  BUOAOZUHECKUX HAYK, UAEHOM-KOppecnoHdeH-
mom PAH [imumpuem FOpbesutem Tpodumogbim.

— Amutpuii KOpbeBny, Kak Bbl NpULAK
B npodeccunto penpoAyKTUBHOIO reHeTuKa?

Crporo rosops, npodeccun «penposyk-
TUBHbBIV TEHETUK» HEeT — eCTb BpauM-reHeTu-
KW, 1abopaTopHble TEHETUKM, MONEKYNSPHbIE
reHeTuKW, Bronorn, denbawepbi-1abopaHThl,
paboTaiolne B 061aCTU MEANLMHbI Ha CTbIKE
reHeTVKN v penpodykumn. 4 okoHunn MAOTU,
bakynbTeT  GUINKO-XUMUUECKOR  BUONOTIK

MO CNeUnanbHOCTV «MONEKYNAPHAS TEHETUK,
noToM 0Kono 15 neT paboTan B MIHCTUTYTe UM-
MYHONIOTUW B OTAENE MMMYHOTEHETUKM Yeno-
BeKa, rae OCHOBHOM 3ajayeit Bbi10 U3yyeHue
reHoB HLA, nrpatowmnx BaxkHy ponb B GyHK-
LUMOHMPOBAHUN VIMMYHHOW CUCTEMbI U OTBE-
YaIoLWMX 332 COBMECTUMOCTb NPU TPAHCMAAHTa-
UMM OpraHoB 1 TkaHei. B 2009 roay anpexkTop
LleHTpa akyllepcrBa rMHEKONOrMn U nepu-

' Poccuiickaa akagemus Hayk. (2024). Tpodumos Amutpuit tOpbesud. VIHGopMauuoHHbIl nopman
npogeccopoe PAH. Pexxium  poctyna: https://prof-ras.ru/index.php’option=com_k2&view=item&id=
431:&ltemid=103 (nata goctyna: 04 nekabpa 2024 r).
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Interview with Dmitry Yuryevich Trofimov, Dr. Sci. (Biology),
Corresponding Member of the Russian Academy of Sciences

Hatonorun mum. B.M. Kynakosa (ceityac ®IbY
«HMWLL ATTT um. B.M. KynakoBa M3 P®») aka-
nemuk feHHaanii TuxoHoBuy Cyxinx npurnacun
MeHs B 1abopaTopuio MONEKyNSpHO-TeHeTYe-
CKMX METO/OB, KOTopas 3a 15 neT Bbipocna B MH-
CTUTYT penpoayKTVBHOW reHeTUKK, rae cenyac
paboTatoT 0ko/10 50 COTPYAHNKOB NMepeUncaeH-
HbIX BblLLE CReLManbHOCTEN.

— KakoBbl OCHOBHble HanpaB/ieHus pabo-
Tbl VIHCTUTYTa penpofyKTUBHOW FreHeTUKn
®reY «HMUL, AT um. B.U. KynakoBa»?

MOXHO YCNOBHO BbIAEANTbL ABa OCHOBHbIX
HanpaBAeHNs Halen paboTbl.

[lepBoe — W3yyeHWe v AMArHOCTMKA reHe-
TUYeCckMx 3aboneBaHnii, MpPUBOAALIMX K Ha-
pyweHnto GopMMpoBaHMS U OYHKLMOHMPO-
BaHWS penpoAyKTMBHOM CUCTEMbl YenoBeka.
370, Hanpumep, HapylweHus GopMMPOBaHMS
nona, Koraa npu «KeHCckom» kapuotune XX
C ABYyMs X-XpoMocomamu uaeT popmupoBa-
HMe heHOTHNA MO MY>KCKOMY TUMY W, Ha060pOT,
npu «My>XCKoM» Kapuotune XY pa3suBatoTcs
neBoukn. pyrum npumepom SBASIOTCS Hapy-
WeHWs, MPpU KOTOPbIX penpoayKTUBHas cucTe-
Ma npekpaliaet GyHKUMOHMPOBATL paHblie
BpemeHn. [ogobHble 3a6oneBaHns BCTpeya-
t0TCS1 A0CTATOYHO peaKko, HO B Haw LleHTp Ta-
Ke NalMeHTbl Mpre3xatoT co Bcen Poccunu.

BTropoe HampaBneHne noTeHUMANbHO Ka-
CaeTcsd KaxAoro M3 Hac — 3TO reHeTuyeckne
McCcnefoBaHMs Ha BCeX 3Tamax, CBS3aHHbIX
¢ penpogykuwneit: (1) obcneaosaHme byayLimx
poauTeneit mpu MOAroToBke K 6GepemeHHo-
CTV — NPEKOHLENUMOHHAs reHeTuYeckas ana-
FHOCTWKA; (2) AMArHOCTMKA SMOPUOHOB B pam-
kax nporpamm KO — npenmnaaHTauroHHas
reHeTnyeckas AnMarHocTuka; (3) AnarHoctmka
FEHETUYECKMX HapyLleHWn BO Bpems bepe-
MEHHOCTM — npeHaTanbHas reHeTnyeckas
NNArHOCTMKA; CKPUHWHI [/ paHHAa anarHo-
CTUKa reHeTuyeckmnx 3aboneBaHwin y HOBO-
DOXAEHHbIX — HEOHATa/IbHbIA FeHeTUYECKMN

CKPUHUHT / AnarHocTuka. B nocneaHne rofsl,
C BbICTPLIM PA3BUTUEM MONEKYNAPHO-TEHETU-
4eCKMUX METOAOB W MOBbILEHUEM WX AOCTYM-
HOCTW, BCE YeTbipe BapuaHTa UCCefoBaHUN
CTPEMUTENBHO Pa3BMBAKOTCA W BHELPSIOTCH
B KNMHWMYECKYID MPakTWKy, mpu 3Tom ¢op-
MUPOBaHWEe HOPMaTWBHOW 6asbl, pelleHve
COMPSIKEHHbIX 3TUYECKMX BOMPOCOB U TOTOB-
HOCTb 06LLLECTBA B LIEJIOM OTCTAIOT.

— B uem 3aknwouvaloTcs KawueBble 3TUYe-
CKue npobnembl MeAUKO-TEHETUUYECKOro
KOHCY/NbTUPOBAHUSA MOTEHUUA/bHbIX pOAM-
Tenen? CywwecTByOT M NYTU UX peLleHuns?

[pw peweHnn 3aaay penpoayKTUBHOW re-
HETWUKW Mbl CTaJKMBAeMCs C LefbiM psgoM
3TUUECKMX BOMPOCOB, Ha KOTOpblE Halle 06-
LLECTBO NOKa He HaL/Io OTBeTa.

[lepBbll 1, HaBepHOe, Camblii [aBHbIN
M3 HUX — TAE MPOBECTU rpaHb Mexay Mme-
OVUMHOM W cenekumen 4enoBeka, Kotopas,
OUEBWAHO, AOMXHA 6biTb 3anpelleHa. [eno
B TOM, UTO CErofiHs onucaHo bonee 7500 Ku-
HUYECKMX COCTOSIHWUI, CBA3aHHbLIX MPUMEPHO
c5000 reHoB, Npu 3TOM CNEKTP AaHHbIX COCTOSA-
HWV YPE3BbIYANHO LIMPOK: OT KpanHe TIXKENbIX
reHeTUUecknx 3aboneBaHuii 10 HebonbLIMX
$aKTOpOB pucKa, BAUSIOWMX Ha Halle 340po-
Bbe, Hanpvmep NpeapacnonoxXeHHOCTb K Mos-
HoTe. OCHOBHag Npobiema — Kak ornpeaennTb
KpUTEpUM AN BbIGOpA TEX reHeTUUeckmx
BapMaHTOB, KOTOpble MOryT OblTb OCHOBOW
MEANUMHCKMX MoKasaHuii Ans Bblbopa 3m-
BprioHa W/Mn mpepbiBaHus BepemeHHOCTH,
a CNefoBaTeNbHO, AN1S reHeTuYeckoro obcne-
[OBaHUs ByayLWIMX poAWTeNeit Npyu NOArOTOB-
Ke K bepeMeHHOCTW. HeT noka uéTkoro oTeeTa
M Ha BOMPOC, OAMHAKOBBI M 3TU KPUTEpUK
AN MEAMUMHCKMX MOKa3aHWi AN Npeum-
NNAHTALMOHHON  AMArHOCTUKM B pamKax
nporpamm KO v ang npeHatanbHoOn Auna-
THOCTWKM C LLeblo pelleHns Bomnpoca O Mnpo-
JIOHTVPOBaHUW/MpPEpbIBAHNN GepeMEHHOCTH,
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MHTepBbIo C AOKTOPOM BUOTOTMUECKUX HAYK, YTeHOM-KoppecrnoHaeHTom PAH

Omutpuem KOpbeBrnuem TpopnumMoBbIM

3eCb MHEHUS PacXOAATCs Kak Cpein MeLn-
KOB, Tak 1 B 0OLLECTBE B LIE/IOM.

Opyroii npumep — TpeboBaHMa K Nporpam-
MaM CKPUHWHIA HOBOPOXAEHHbIX. [encTBy-
fOLLME CerofHsd OCHOBbI OpraHusaumu CKpu-
HUHTOBBIX MPOrpamMm 6bI1M CHOPMYANPOBAHSI
B CEpeAMHe NpoLIoro Beka v, BEposTHO, Tpe-
6yloT nepecmoTpa. Tak, B YaCTHOCTW, OAHO
13 TpeboBaHWit 419 BKAOUEHUs 3a601eBaHNS
B MPOrpammy CKpUHUHIA — HANYMe NeveHns
[N19 3TOro 3a60/1€BaHUs HA MOMEHT CKPUHMH-
ra. B 1o e Bpems, BO-nepebIx, cenyac crpemu-
TENIbHO Pa3BMBAKOTCH TEXHONOTUM CO34aHUSA
reHoTepaneBTUYEeCKMX Mpenaparos, KOTOpble
MOryT 6biTb pa3paboTaHbl WMHAWBMUAYASbHO
L0119 nauveHTa nocsae Toro, Kak y Hero orpe-
LleNIeHO KOHKPETHOE TeHeTUYeckoe Hapylle-
HUe, UTO OCOBEHHO aKTyanbHO ANs PeaKuX
3a60/1€BaHMIA; a BO-BTOPbIX, CBOEBPEMEHHO
MOCTaBNEHHbIV  MONEKYNSPHO-TEHETUYeCKNI
AMarHos 60/bHOMY peBEHKY MOXeT 6bliTb
OYEHb BaXEH HEe TOMbKO A/F HEero camoro,
HO W ANS CeMbW MpPU MAAHWPOBAHUKU Cleny-
toulern 6epemeHHocTM. OfHako 34echb ellé
oflHa 3Tuyeckas npobnema — Mo COBPEMEH-
HbIM KaHOHaM reHeTuyeckoe MccnefoBaHue,
Kak 1 60 ApYron MeANUMHCKWA aHanwms,
He MOXET NPOBOANTLCS B UHTEPECax TPeTbMX
JINL, XOTS BCH PEernpoLyKTMBHAN reHeTuka
CTPOWTCS BOKPYT CEMbU 1 €€ ByayLLero.

besycnoBHO, BCe 3TMYecKne BOMpOCh Tpe-
6yioT BONBLIOTO BHMMaHUs Kak npodeccmo-
Ha/IbHOMO MeAMUMHCKOrO CoobllecTBa, Tak
1 06LecTBa B UEOM U MOTYT BbiTb pelleHbl
TONLKO MYTEM BbIPABGOTKM KOHCEHCYCA.

— [Omutpun HOpbeBuu, cTanknBaeTechb
NN Bbl HA NPaKTUKE C CUTYaL UMK, paspelle-
HUe KOTOPbIX He yperyJnpoBaHoO AeNCTBYI0-
MM 3aKOHOaTeNbCTBOM?

[la, KaK y>Xe 0TMeyanocb, CTpemuTesbHoe
pa3BMTUE METOLOB MOMEKYNSIPHON reHeTUKN
1 NOSBASFIOWMECS B CBA3U C HUMKU BO3MOXHO-
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CTU FeHeTUYEeCKOW AMarHOCTMKM 3HaUNTENbHO
OMnepesKatoT rOTOBHOCTb 06LLECTBA MX NPUHSTH.
OcTaéTcs HeyperynmpoBaHHbIM LieNbli CnekTp
BOMPOCOB, HauvHas C onpeaeneHus Kpwte-
pueB ANs BbIOOpa reHeTUYECKUX HapyLleHWi
(BapuaHTOB), KOTOpble MOFYT CAY>XWUTb OCHO-
BOM MEAMUMHCKMX MOKa3aHWi AN MNpeKoH-
LenuMoHHoM/NpermMnaaHTaLMOHHO/NpeHa-
TaNbHOW ANArHOCTUKM U/MAK BbITb BK/IHOUEHS
B HEOHATa/IbHbIV FEHETUYECKINA CKPUHWHT, U 3a-
KaH4MBasg CTaTyCOM reHeTYyeckow WHpopma-
UMW — NepCoHanbHas nav cemeiiHas.

—Kakune nepesoBble MeTOAbI ANArHOCTUKM
NPUMEHSAIOTC POCCUWCKMMU  PENpOSYKTO-
norammu?

OCHOBHO/ MpPOpbIB NOCAEAHNUX NeT B 06-
NacTVi TeHeTVKM CBSA3aH C NOSIBAEHWEM W WK-
POKMM WCMONb30BAHWEM METOAOB BblCOKO-
npowvzeoamTensHoro cekseHnpoBaHusg (NGS).
STa TexHonorns caenana aHaams Bcex Halmnx
reHoB 06blUHbIM NabopaTOPHbIM  UCCAea0-
BaHMeM, LOCTYMHbIM KaX[OMy, XOTS FeHOM
yenoseka 6bl1 paclindpoBaH COBCEM Heaas-
HO 1 3TO BblN TPAHAMO3HbIA HayUHBbI NPOEKT,
B KOTOPOM Yy4yacTBOBaNM [ECATKM HayUHbIX
KONNEKTVBOB BCEro MMpa.

— KakoBo 6yayluiee penpoayKTUBHOW re-
HeTUKW B HaLlew CTpaHe?

9 yBepeH, uTo B Oyayllem Mbl MpUAEM
K TOMY, YTO FreHeTUYECKMIA aHaNn3, CAENAHHbIN
npu poxaeHuu, byaeT CNy>XKUTb Kak OCHOBOM
NepcoHaM3MPOBAHHON MeAMLMHbI ANS AaH-
HOro 4esnoBeKka, Tak M YacTblo MpeKoHLen-
UMOHHOW AMarHOCTUKM NpWU NAaHUPOBAHUM
cneaytoulero nokoneHns. 310 No3BOAWT Npo-
BOAUTL 3QGEKTUBHYIO NPOdUNaKTUKY 6O/b-
WOro KOAMYyecTBa reHeTudeckux 3abone-
BaHWIA, a B COYETAHMM C OBICTPO pa3BBato-
WMMUCS TEXHONOTUIMM CO34aHUS NEPCOHa-
JIN3VPOBAHHbIX reHOTepaneBTUYeCcKMX npe-
napaToB NO3BO/UT MOMOYb MHOMMM GObHbIM
C TeHeTUYeCKOoW NaTonornen.



