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IIpobnema nonumanus cenemuyeckKux MmepmMuHo8 Hecneyuarucmamu uccie-
o0osana 0ocmamouno wupoxo. OOHAKo 00 CUX NOp MANOU3VUEHHbIMU OCMAIOMCS
npooOIeMbl NOHUMAHUS U UHMEPNPEMayuu 8padamu-KIUHUYUCMamuy pe3yibmamos
eenemuyeckou ouacnocmuru. OCHO8HAs 4acmb OAHHOU CIAMbU COOEPHCUN ONUCA-
HUue coOCMBeHH020 ONbIMA PeUeHUsl BONPOCO8 HENOHUMAHUSL PEe3YIbMamo8 2eHemu-
YeCcKUX UCCe008aHULl CO CMOPOHbI 8PAYEU-KIUHUYUCTO8, NPEON0HCEHHOE COMPYO-
Huyeu 2enemuyeckou nabopamopuu A. I'. [llecmak. B nauanvuvix pasoenax cma-
mou gunocogpom nayku C. FO. Illeguenxo npedcmagnensvt éapuarnmosl meopemuye-
CK020 pa380payu8aHus U3I0H#CEHHbIX npobaem. B cmamve nociedosamenvbHo npeo-
cmagnenvl. 1) Konmexkcm UHCMUmMyyuii U NPaKmuK, 8 KOMopom pa3eopaiuaromcs
npobOIeMbl NOHUMAHUsL, 2) A8MOpCKas munoio2us smux npooiem. B nocieonem pas-
oejle Hameuenbl NYyMmu peuieHus SMux 0NPocos.
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The problem of understanding genetic terms by non-specialists has been stud-
ied quite extensively. However, the issues of understanding and interpreting the re-
sults of genetic diagnostics by clinicians remain insufficiently explored. The main
part of this article is an account of an experience in solving the problems of misun-
derstanding of genetic results on the part of clinicians, described by a researcher,
Anna G. Shestak, who works in a genetic laboratory. In the opening sections of the
article, the philosopher of science Sergei Yu. Shevchenko provides options for theo-
retical development of the issues. The article consistently presents 1) the context of
institutions and practices in which the problems of understanding unfold and 2) the
authors’ own typology of these problems. In the last section, ways of solving these
issues are outlined.
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BBE/IEHUE

3a nocnegnue 30 JeT reHeTUYECKUE OHITHUS CTAIM OJJHUM U3 IEHTPATbHbIX
OOBEKTOB COIMAIBHBIX M TYMAaHUTAPHBIX HCCIEAOBAaHUN HAYKH M TEXHOJOTHUHU.
B kadecTBe HCTOUYHMKA IpaMaTHYECKUX U3MEHEHUH B COITMAIIBHON U MOJIUTUYECKON
’KU3HU PACCMATPHUBAIOTCS HE CTOJILKO HOBBIE MEIUIIMHCKHE MOJIEKYJISIPHO-OHOIIO-
TMYECKUE TEXHOJIOTHH, CKOJIbKO CaMU T'€HETUYECKHE KOHIENTHI. 3a ATUMHU T'POM-
KHUMH JUCKYCCHUSMHU O COIIMAIBHBIX 3HAYCHHUSX YCIEXOB T'€HETHKH M T€HOMHKHU
(Nowotny, Testa, 2010) HECKOIBKO CKPBITBIMU OCTAIOTCS OOCYXKJICHHS T€X POJICH,
KOTOpbIE UTPAIOT 3TU MOHATUS B CUCTEME OMOMEIUIIMHCKOTO 3HAHUS, U TE€X MPO-
0J1eM, KOTOpPBIE BO3HUKAIOT M3-3a PA3JINYMi B UX MMOHUMAHUU CPEIU MpEACTaBUTE-
Jel pa3HbIX chep OMOJIOTUH U METUITUHBI.

JlanHast cTaThsi BO3HUKIIA U3 pedIICKCUN COTPYIHUIIBI TEHETHYECKOU Tabopa-
topun (A. I'. lllectak) mo moBoy COOCTBEHHOTO OMBITA PEIICHUs MPOOIEM HEro-
HUMaHUS PE3yJIbTaTOB €€ padOThl CO CTOPOHBI Bpaueh-KIUHUIIUCTOB. OCHOBHBIC
paszenbl CTaThy MOATOTOBIICHBI €. B HUX mocienoBaTenbHO MpeCTaBIeHbl KOH-
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TEKCT MHCTUTYLUU U MPAKTHUK, B KOTOPOM Pa3BOpavyMBaIOTCA MPOOJIEMbl TOHUMa-
HUS, U COOCTBEHHAs THUIOJOTHs 3THX mpodOsieM. B mocnennem paszgene paboThl
HaMEYEHBI MyTH PELIECHUs 3TUX MPOOJIEM, B TOM YHCIE U T€, K KOTOPHIM YIAJI0Ch
npuOerHyTh B paMkax peanuzanuu npoekra PH® «KoMMyHHKaTHUBHBIA KOHTYpP
OMOMEIUIMHCKUX TEXHOJIOTHI (Ha MpUMEPE FT€HOMHOM MEIULIUHBI ).

Bo BBOAHBIX pa3nenax, NOJArOTOBIEHHBIX CHEIUAINCTOM B cpepe OMOITUKU
u ¢punocopun Hayku C. 0. llleBueHKoO, T€ BONPOCHI, KOTOPbIE CTABUT NEpe cOO0M
A.T. lllecrak, moMenieHbl B TEOPETUUYECKYIO PAMKy U (pasymeercs, MpuOJIn3H-
TeIbHO) CHOPMYIUPOBAHBI Ha sI3bIKE (QUIOCOPUU U COLUATBHBIX HCCIETOBAHUM
HAyKU U TEXHOJOruU. B paszzaene ¢ BbIBOAAMU TO K€ caMO€ IPOJEIaHO C UTOTaMu,
K KOTOpBbIM yaaiochk npuit A. I'. [llecrak.

BAPUAHTHI IIOCTAHOBKH ITPOBJIEMBI

Ha oObiieHHOM s13bIKE paccMaTpuBaeMasi B CTaTheé KOMMYHUKATUBHAS TPO-
OsieMa MOXeET ObITh cpopMyTUpOBaHa JOCTATOYHO MPOCTO «Bpaun-KIMHULIKUCTHI
(HEeTreHEeTUKH) HE MMOHUMAIOT (MJIM HEBEPHO MOHUMAIOT) T€ CBEJICHHS, KOTOPhIE UM
coO0IIaeT reHeTuYecKas 1abopaTopus». DTH CBEACHHUS KacaloTCs MIOCTAaHOBKH Jia-
rHO3a W Ha3HAYCHUS JICUCHUS ISl KOHKPETHBIX MAlMEHTOB, TIO3TOMY €€ PEIICHUs
UMEET OUEBHIHOE TPAKTUYECKOE 3HAYCHUE.

[TonpiTaeMcs TeOpETUUECKH Pa3BEPHYTH ATy MPOOIEMY, IO BOBMOXKHOCTH UC-
M0JIb3Ys MUHUMYM CIEIHAIbHON (PHUIIOCOPCKON TEPMUHOJIOTHH AJI TOrO, YTOOBI
3Ta CTaThsl OCTABAJIACh MPUTOJIHA JJI YTEHUSI BpayaMu U COTPYJIHUKAMU T€HETHYE-
ckux jabopatopuit. [Ipeacrasmisiercsi, 4TO Takoe TEOPETUUECKOE pa3BOpaUMBAHUE
MO>KHO MPEIIPUHATH B HECKOJIBKUX HAIMIPABJICHUSAX, KOTOPbIE KAK MUHUMYM HE T0JI-
HOCTBIO UCKIIIOUAIOT JIPYT Jpyra.

Bo-niepBbIX, MOXKHO 3a/1aTbCsi BOIPOCOM O TOM, YTO O3HAYAET CIOBO «IIOHU-
MaHHUe», UCIMOJIb30BAHHOE B OTHOIICHUH TMOHSATHUH HayK o mpupoze. basoBoe mis
HEOKAaHTUAHCTBA Pa3MYCHHE HayK HAa TOHUMAIOIIUE, TyMaHUTapHbIC, U OOBIICHSIO-
e, €CTECTBEHHBIC, Cpa0aThIBAET MPHU TAKOW MOCTAHOBKE BOMPOCA HEOXKHUTAHHBIM
obOpazoM. Knaccuyeckue Hayku 0 IpUPOJIE, O KOTOPBIX U TOBOPIIIN KuBIHE B XIX
B. HEOKaHTHAHIIBI, IPEJIIOJIATal0T Kay3aJIbHOE, UCXO/ISINEE U3 TPUUUH, O0OBSICHEHNE
YK€ CIIyYUBIIUXCS COOBITUN. DTH COOBITHUS MOTYT OBITh MCKYCCTBEHHO BBI3BaHBI
IKCIIEPUMEHTAILHBIM BMEIIATEIHCTBOM, HO MIPU ATOM OOBSICHEHHE yCIieXa WA He-
ycrexa 3KCIepruMeHTa Beera peTpocnekTuBHO. OTHAKO camMo 3TO 0OBSICHEHUE OTIH-
paeTcs Ha yKe MOHATOE, HAa OTAEIbHbBIC MOHATHS U Ha uX cucTeMsl. 1. [[. Tuinenko,
paccMaTpuBas Ipolecc MOHUMAaHUs €CTECTBEHHOHAYYHON CTaThi, TOBOPUT 00 «HC-
TOPUYECKOM» Haualie ¥ KoHIile 3Toro npouecca (Tumenko, 2011). Paznensl cratbu
— BBejIcHUE (C 0030pOM COBPEMEHHOTO COCTOSHUS MPOOJIEMBI) U 3aKITIOYCHUE (C
00CyXICHHEM TIOJTyICHHBIX PE3YJIbTATOB) KaK Obl OKAaWMJISIOT HHIUBHUIYaTHHOE TI0-
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3HaBaTEJIbHOE MpeAnpuaTre. B 3ToM cMbICiie TOHUMaHNE €IUHULBI €CTECTBEHHO-
HAy4YHOI'O 3HaHMS JABAX/bl PETPOCIEKTUBHO — M B IJIAHE CBSI3bIBAHUS HOBOI'O 3Ha-
HUS C YK€ UMEIOIIMMCS, U B IUIAHE ONIEPUPOBAHUS YK€ YCTOSBILIMMHUCS MOHATUSAMHU.

['eHOMHasi MeIMIIMHA B OTJIMYKE OT KJIACCHYECKOTO0 €CTECTBO3HAHUS 3aya-
CTYIO UMEET JIEJI0 HE C IPOU3OLIEAIINMHU, & COOBITUSMHU, KOTOPBIE, BO3MOXKHO, IIPO-
U30MayT B OyaymeM. Henonnmanue nporuo3a MOXeT ObITh CBSI3aHO U C HETIOHUMa-
HUEM €0 BEPOSITHOCTHOM MPUPOJIBI, U C HETOHUMaHUEM ero cojepxkanusi. Heooxo-
JUMOCTbh YCBOEHHMSI CMbICIIA MpPEACKa3aHUs TpeOyeT MPUMEHEHUS MOHUMAIOIErO
MOJIX0/Ia B PaMKax €CTECTBEHHOHAYYHBIX MPAKTUK. YHHUKaJIbHOCTh CIPOTrHO3UPO-
BAaHHOT'O OyAyIIEro COObITHS, €ro MHANBUAYAJbHBIN MEIUIMHCKHUI CMBICI Bpad MO-
KET YXBaTUTh, TOJbKO JIMYHO BOCIPUHUMAS JUYHOCTh 0OJBbHOTO. B 3TOM cMBICIE
NOHUMaHUE MEUKO-T€HETHUECKOT0 IPOrHO3a OKa3bIBAETCS TOPA3/I0 IIUPE MOHUMA-
HUs crenuuku paboThl T€HOB.

B nitane ¢punocodun Hayku MOKHO 3aMETUTh MOIBITKA COOTHECTH HAIIH TITy-
OMHHbBIC TIPEICTABICHUNA O MPUYUHHOCTH U ONPENIETICHHOCTH C OJHOM CTOPOHBI, U
HE00XO0AMMOCTh MOJIETTUPOBATH MOJIEKYJIIPHBIE B3aUMOICUCTBUS, TPOUCXOASIINE B
XKUBOM KieTke. YacTo mpu 0ObsICHEHUU MOJEKYISIPHO-OMOIOTMUECKUX MTPOLIECCOB
B paMKax 00y4eHHUs MOHATUS KaCKaJ0B UM CUTHAJIbHBIX ITyTeH BBITECHSIOTCS pajin
IPOCTOTHI €IMHBIM MOHATUEM MOJEKYISIpHOro Mexanu3Ma. OJIHAaKO, KaK CUUTAET
¢dunocod vayku JI. Pocc, BMecTe ¢ TakiM yIpOIIEHUEM TepsieTcst 0a30BOe pa3inyue
B TUMAaX NPUYMHHOCTH (Kay3aJIbHOCTH) 3aJI0KEHHBIX B ATUX MOHATHX (Ross, 2021).

Bropoii BapuaHT mocTaHOBKH MPOOJIEMBbI TO3BOJISIET pACCMATPUBATh HETTOHU-
MaHHUe KaK 0TKa3 MOHMMaTh. B caMoM KaTeropuyHOM BapHUaHTE €€ MOXKHO Chopmy-
JMPOBATh TAK: MPEACTABUTENMN KIMHUYECKON MEAUIIMHBI BBIHYX ICHBI OTCTAaUBAThH
JTUCIUTUITMHAPHBIE TPaHUIBl CBOMX 3HAHWM, a TAaKK€ MHCTUTYIIMOHAJIbHBIE PaMKU
cBOUX KoMIieTeHIIUH. [109TOMy OHHM OTKa3bIBaIOTCS BIYCKATh FT€HETUYECKUE TTOHS-
THS B CBOM KOMMYHUKATHBHBIE MOJs. TeopeTuyecknx 0OOCHOBAHMM TaKOTO MOJ-
X0Jla MOXHO MpeaioKUTh cpazy Heckosibko. Hampumep, B pamkax oOcCyxaeHUs
NEPCHEKTUB NEPCOHAIN3UPOBAHHON MEIULIMHBI aKTUBHO Pa3BUBAIACh KOHLEIIUS
«TEHEeTU3ALMI MEIULIMHBI, TO3BOJISIONIEN paCCMaTPUBATh HETIOHUMAaHHUE B ONTHKE,
Oomu3Kkoil kK KyHOBckMM mapagurmam (Weiner et al., 2017). C apyroif cTOpoHBI,
MO’KHO HauyaTh U C COLIMAJIbHBIX MCCIEAOBAHUN HAyKH M TEXHOJIOIMH, OJM3KUX K
KPUTUYECKOM LIKOJE. |'eHeTnYecKre OHIATUS U YKa3aHUE Ha KOHKPETHBIE T€HETH-
yeckue (hakTopbl pa3BUTHs 3a00JI€BaHMM 3acCTaBISIIOT Bpauel M MAlMEHTOB IIO-
MHOMY IOHMMATh MPUPOJY MATOJIOIMH, HA3HAYaTh Apyroe jiedyeHue u T. A. (Navon,
2020). Kimaccudukanust 3a00jeBaHUN SBISCTCS SAPOM MEAUIIMHCKUAX 3HAHUA WU
NPAKTHK, pa3indre TeHeTUYECKNX (aKTOPOB M MOJIEKYJISIPHO-OMOIOTHUECKUX Me-
XaHU3MOB Pa3BUTHUS NATOJOTHM IpeanoJaratorT ee nepecMorp. COOTBETCTBEHHO,
Bpauu-KJIMHHUIMCTH MOTYT OMAacaThCs BOZHUKHOBEHHUS Xaoca B cepe CBOUX IMpo-
(eccuoHaNbHBIX PAKTHUK.
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CamocTosTeNnbHBIE JIMHUM TAKOM TATOTEIOLIENH K COLMOJIOTHM U aHTPOIIOJIO-
MU HayKU Ipo0sieMbl HEIIOHUMAHMSI MOTYT OBITh Pa3BEPHYTHI B paMKaxX KOHUEILINN
«30H oOMeHay [I. ['anincoHa nam KOOpAMHALMKM MEAUIUHCKUX OHTOJIOrHi A. Mot
B xoHTekcTe nepBoil U3 HUX MEAUIMHCKASI TEHETHKA caMa MOXKET BBICTYINATh «30-
HOl OOMEHa» MEXJy pa3HbIMU MOAXOAaMHU K Kiaccu(ukauuu 3a00JeBaHUM.
Hamnpumep, oHa MOKET CTaTh MJIOMIAIKON COTJIACOBAaHUS Pa3HbIX MOAXOA0B K OIpe-
JIEJICHUIO pacCTPOUCTB ayTucTUdeckoro cnekrpa (Navon, Eyal, 2014).

Bnpouewm, yanie reHeruyeckasi OHTOJNOTUS 3a00JIeBaHUM, HE OTHOCSLIMXCS
TOJIBKO K KOMIIETEHIIMM Bpadya-reéHeTUKa, pacCMaTpUBAETCs KaK OJIHA U3 KOHKYpPH-
PYIOIIMX ONTHK, UCIOIb3YEMBIX IPU UX JIMArHOCTHKE W JEYEHHH. Tak, ceplieyHo-
COCYJUCThIE ATOJIOTHH, B UbE€M PA3BUTHUH 3aMETHYIO POJIb UTPAET HACIIEICTBEHHBIN
(akTop, MOTYT paccMaTpUBATHCS U B ONTHUKE UX BO3ZMOXHOTO XUPYPrUYECKOro Jie-
YEeHUs, U B ONTHUKE UX TepaneBTuueckor komneHcauuu (Ilupokos, 2019). Ces3bl-
BaHUE 3THX JIMHUA BMECTE B MJI€aJ€ IOJKHO MPUBOJUTH K POPMUPOBAHUIO MYJIb-
TUAUCUUIUIMHAPHON KOMaH/bl, HO YaCTO 3TOr0 HE MPOUCXOUT. Bripouem, 3aHsThIE
JIEYEHHEM aTepOCKJIEp03a Bpaul Pa3HbIX CIEHHUAIBHOCTEH, ONMMCAaHHbIE B padoTe
A. Moz, Takxe, B 00BIICHHOM CMBICIIE, HE TOHUMaIOT ApyT npyra (Mol, 2002). Oun
JIMILb COTJIACOBAHHO B3aUMOJIEHCTBYIOT, UYTO B PUHLIMIIE BO3MOXKHO U MEXK/y arcH-
TaMU, JIMIIEHHBIMHU IIUPOKUX S3BIKOBBIX BO3MOXKHOCTEW (HampHUMep, NacTylIbUMHU
cobakamu). Kpome Toro, orpannueHne B3auMOJIeUCTBHS «KOOPAUHALIME OHTOJIO-
Uil MOATAJIKMBAET HAC K YOEXKICHHIO, YTO YEJIIOBEK MOXET JIEMCTBOBATH TOJIBKO B
OJIHOM OHTOJIOTHH. BEposATHO, K MEIUIIMHCKUM TMpaKTHUKaM OJirke oOpas crepeo-
CKOIMMYECKOTO B3TIIsia, nmpemioxkenubrii Y. Cemnapcom (Sellars, 1962). Cormacao
€My, YeJIOBEK OJTHOBPEMEHHO BOCIIPMHUMAET U TOJIKYET MUDP U B paMKaxX Hay4yHOUH
OHTOJIOTUH (CUCTEMBI IOHATUI), U B pAMKAaX OHTOJIOTMH 00bIIEHHOr0 Mupa. Huuero
HE MEIIAET YeJIOBEKY paboTaTh cpa3y ¢ HECKOJIBKMMHU CHCTEMaMH MOHATUH, a Bpa-
yaM «BCTpPEYAThCA» HAa YPOBHE OOBIIEHHOTO MUpa MallMeHTa — €ro CTPaJaHHil,
npo0em, 1ejel U HEHHOCTEM.

Onnako mnpencraBineHHbin A. I'. Illectak npakThueckuid Kaszyc, KaxeTcs,
MO>KHO JOCTATOYHO MOJIHO OXapaKTE€pPU30BaTh MOHSATHUEM <«OKCIUIMKALUA», B TOM
CMbICJIE, B KakoM oHO ynoTpeosieHo y P. Kapnana (Carnap, 1959). Otot Tperuii Ba-
pUAHT TEOPETHUYECKOro pa3BopauuBaHus npodsiembl Bugutcs MmHe (C. 0. lles-
YEHKO) HaWJIy4llIuM, IOCKOJIbKY IIpeaiaraeT perysiTUBHbIN Hiea]l KOMMYHUKATHB-
HBIX MPAKTUK, HAMPABJIEHHBIX HA TIOHUMaHUE. JKCIUIMKAIUS PEIaeT TP OCHOBHBIX
3a/1aui: COOCTBEHHO MPOSICHEHUS, N30aBJIeHUsI OT O€CCMBICIEHHBIX BBIPAKEHUN U
noctuxenus Bepuduiupyemoctu (Cappellen, 2018). T. e. B Haliem ciaydae nposic-
HSIETCS MEIUIMHCKUN CMBICT MOJIEKYJISPHO-OMOJIOrMYecKuX TepMUHOB. COOTBET-
CTBEHHO, B3aMMHO MOHATHBIE TEPMHUHBI MO3BOJIAIOT AEJIaTh MPOBEPSiEMbIE CYK/e-
Hus. Ecnu 31U cyXaeHus SBISIOTCS PYKOBOJICTBOM I JTEHCTBUS, TO UMEHHO U3
X0Jla IEHCTBUM MOKHO CJI€JIaTh BBIBOJ O IIOHMMAaHUM WM HEIIOHMMaHUU. Takumu
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JIEUCTBUSIMH MOTYT OBITh, HAIPUMEp, Ha3HAYCHUE JICUCHHs MJIM TTOCTaHOBKA JUa-
THO3a, HHTEPIIPETUPYS KOTOPBIE MOXKHO CAENATH BBIBOJbI O IOHUMAHNUN WA HETIO-
HUMaHUH KIMHULUCTOM PE3YJILTATOB, OJTyYEHHBIX TEHETUYECKOM TabopaTopueii .

COOTBETCTBEHHO, 1 MPEAJIarato YNTaTh MPEAJIOKEHHBI HUXKE OIBIT (B3aUMO-
NOHUMAaHUs) UMEHHO B 3TOM ONTHKE, YJIEPKUBasi B yME JBE APYTHX.

YTO TAKOE
T'EHETUYECKAA JIABOPATOPUA?

['enetnueckas madopaTopus — yupexKASHHE WIH OTIEN, KOTOPOE 3aHUMAETCS
IIPOBEICHUEM T'€HETUUYECKUX MCCIIEA0BaHUI. B OCHOBHOM reéHeTHYECKHE UCCIEe0-
BaHU NpeCTaBIAI0T coOol n3yuenue [JHK — xumunueckoro coequnenus, Koropoe
COJIEP>KUT KJIETKH Tejla YeJIOBEKa W MOYKET pacCMAaTPUBATHCS KaK «UHCTPYKLUS
JUISL pOCTa, pa3BUTUA U PYHKIMOHUPOBAaHUS opranu3mMa (UTo npoucxoaur ... , O/1:
DIIEKTPOHHBIN pecypc).

CeroaHsi reHeTUUECKHE JTa00paTOprUu UMEIOT MHOTOTIpOodUIbHbBIE (Deaepab-
HbI€ MEAUIIMHCKUE LIEHTPbI, MEAMKO-T€HETUYECKUE HAYYHBIE [ICHTPbI, YACTHbBIE KJIU-
HUKH. BpiBaeT, uro 1abopaTopuu CrieluaaIu3upyoTCsa Ha U3yYeHUH U TUarHOCTUKE
TOJIBKO ONPE/IeNIEHHbIX HACJIEJACTBEHHBIX 3a00JIeBaHUM, TaK KaK TeHETUYECKUX 3a-
0oJieBaHU OY€Hb MHOTO, TO OJIHA JJabopaTopusi 0OBIYHO HE MOXKET BBIIIOJTHUTH BCE
HeoOxoauMble uccienoBanus. Ha cerogusmHuil n1eHb He pa3paboTaH Kako-mudo
«YHUBEpCAJIbHBIN T€HETUYECKHUM TECT, C TOMOIILI0 KOTOPOI'0 MOKHO ObLITO ObI BbI-
SIBUTH a0COJIIOTHO BCE T€HETUYECKHE 3a00JIEBAHMS.

Kak yka3zano B Marepuanax Ha caiite EuroGentest, «1eabt0 MEIULIUHCKOTO
IeHEeTHYECKOT0 MCCIIEIOBAHUS SIBIISIETCS IPEeI0CTaBIeHUE HHGOPMAIINH O 3JJ0POBbE
JTAHHOT'O YEJIOBEKA WJIM WICHOB €ro ceMbu. Kak mpaBuio, B 3a/1a4n UCCIEIOBAHUS
HE BXOJUT JOIOJTHUTENbHAS TeHeTHUecKas nH(popmalus (HarpuMmep, yCTaHOBIICHUE
OTIIOBCTBA), KOTOpAasi MHOT/Ia MOKET OBbITh BBISBJICHA B XOJI€ UCCIEAOBAHUSY (TaM
xKe).

['enernyeckue 1abopaTOPUU MOTYT UMETh B LITATE€ COTPYIHUKOB Bpadeu-re-
HETHKOB, Bpayeil-1ab0paHTOB-T€HETUKOB, HAYYHBIX COTPYJHUKOB, MJIAIIINN Hep-
coHal. Bpay-reHeTrK — 3TO CHEIUAIUCT C BBICUIMM MEIULUHCKUM 00pa30BaHUuEM
C IOTIOJIHUTENBHOM CIIeIMaIn3aluei no renetuke. [lanuenTsl K HeMy nonagaroT 1o
HaIIPaBJIEHUIO OT CAMBIX Pa3HbIX CIELUAINCTOB: TEPANIEBTOB, KAPAUOJIOIOB, aKyllle-
POB-TMHEKOJIOTOB, HEBPOJIOrOB, 3HIOKPUHOJIOTOB, JEPMAaTOBEHEPOJIOTOB U T. 1.

!B onpeienieHHOl cTeneHn Takas TPAKTOBKA MOYKET CKIOHATh K ()YHKIIMOHAIMCTCKOM KOHIIETITY -
JIM3alUuU TEPMUHA «T€H», MOTPeOOBaBIICHCS B KOHTEKCTE MPOPBIBA K cepe FeHOMHUKHU (CM.:
Wang, 2005).
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Bpau-nabopaHT-reHeTHK MPOBOIUT BCE HEOOXOAUMBbIE UCCIEIOBAHUS U BBIACT pe-
3yJbTaT, 10 KOTOPOMY Bpay-T€HETHK CTaBUT JUArHO3 U Ha3HAYaeT JICUCHHUE IMalu-
EHTY.

OO11eHre TeHETHKOB-CIENUATNCTOB C BpayaMu JIPYyTUX CHEUUaIbHOCTEH
IIPOUCXOJUT Ha CIEAYIOIINX dTanax:

1) KOHCYBTUPOBAHMS MO BOIPOCAM HAMPABIICHUS MALIMEHTa K Bpady-reHe-
TUKY U151 tocnenyrouiero nposeaenus JJHK-auarnocrukuy;

2) 00CyX)IeHUs! KIMHUYECKUX CIIy4aeB B paMKax KOHCUJIMYMa Bpayei;

3) NOArOTOBKM COBMECTHBIX PaboT (KOH(EpeHLINid, HamMCaHUsl CTaTe U Te-
3HCOB);

4) BbIAAUM 3aKJIIOYEHMS JiedalieMy Bpaudy nocie npoBenenus JJHK-auarno-
CTUKU MALUEHTY;

5) NIUYHON 3aMHTEPECOBAHHOCTH Bpaya JPYrod CHelHalbHOCTH M€HETUKOU
(HanmpuMep, pU YTEHUH UM Hay4YHOU JINTEpaTyphl, COJAEpKallel TeHETUYECKUE Tep-
MUHBI).

B nocnegnue roapl B MEIUIMHCKONW IM€HETHUKE HAllIa IIUPOKOE MPUMEHEHHE
TEXHOJIOTHUSI BBICOKOIIPOU3BOAUTEILHOIO CEKBEHUPOBAHUSI WM CEKBEHUPOBAHUS
HoBoro nokosieHus1 (Next Generation Sequencing, NGS). DTo nmpuBesno K yBeiauye-
HUIO YKCJIa IPOBOJUMBIX HCCIIEIOBAHUMN, a TAKXKE IIMPOKOMY OOCYKIECHUIO T€HETH-
YECKUX ACIEKTOB BpauaMu APYrUX CHEUUaIbHOCTeH (He-TeHeTHKaMu). AKTyallb-
HOCTh 00CYX/1aeMOi MHPOPMALIUU CO3/1a€T BOKPYT KaXKJOT0 T€HETUYECKOTO MOHSI-
THS ACCOIUATUBHYIO CBSI3b.

B cBs3u ¢ yBenuuenuem maciiraba v cHukenueM lieHsl Ha JIHK-auarno-
CTUKY BpauyaM HET€HETHKaM BCE Yallle MPUXOJUTCS CTAIKUBATHCA C pe3yJIbTaTaMu
TeHEeTHYECKOT0 TECTUPOBAHUS Y CBOMX MAI[MEHTOB. Takke MarueHThl MOTYT IOIPO-
CUTh COBETa y JIeHalllero Bpaua (TepaneBTa, KapaAuojora, Xupypra u T. J1.) B IpO-
1ecce AMHAMUYECKOTO HAOII0ICHHS 32 TEM, HEOOXOUMO JIU €My T€HETUYECKOE Te-
ctupoBaHue. YToObl NMpHHUMATh OOOCHOBAaHHBIE PEILIEHUS, BpayaM HETreHeTHKaM
HEOOXOUMbI COOTBETCTBYIOIIME 3HAHUSA, UX MUHUMAJIbHBIA 00BbEM U IIPOrPAMMBI,
IIOMOTAIOIIME B IPUHATUHN PELLICHUN.

Takum 00pa3zoMm, T€HETHUYECKHE MOHATHSA OOCYXKAAIOTCS B KOMMYHHUKALUU
«Bpa4y — MalMEHT», a TAK)KE «HCCIEeNA0BaTeNb — KIMHUIUCT». B manHo# pabote
MBI pacCMaTpPUBaEM CJIOXXHOCTU MOHUMAHUS T€HETHUECKONH HH(POPMAUU U KIHMHH-
UCTaMH, U TAllUEHTAMHU.

CJIO’KHOCTHU I IOHUMAHHUA 'EHETUYECKUX TEPMUHOB
BPAYAMU HETEHETUKAMM: COSCTBEHHBIN OITBIT
Haiir coOCTBEHHBIN ONBIT CKIIAIBIBANICA U3 OOIIEHHUS C BpauyaMH JAPYTUX CIie-
nuanbHocTe. Ha Ham B3risig, BOmpochl (B HEKOTOPBIX CIydasiX — YTBEPKJICHHUS),
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KOTOpBIE€ 3aJaBalld Bpaud Pa3JIMYHBIX CHEIUATbHOCTEW TNeHETHKaM-HCCIIeI0BaTe-
JISIM, MOXHO Pa3JIeJIuTh Ha HECKOJIBKO TUIOB. MBI MOMBITATUCEH JaTh OObSICHEHUE
KQKJIOMY THUILY:

1 mun. Bonpocsl K uccienoBarento: Ymo makoe een?/ Ymo maxoe mymayus?
/ Ymo maxoe ceepecayus?

JlaHHBIE BOMPOCKHI TOBOPAT O TOM, YTO Bpay HE CTAJIKUBAJICS C TEHETUUYECKOM
TEPMUHOJIOTHEHN JO TOrO BPEMEHH, KOT/1a 3TO CTAJI0 HEOOXOIUMO. Y HEro eCTh XKe-
JaHue, YTOOBI €My OOBSICHUIIN KaX bl TEPMUH CIICIIUATUCTHI, HECMOTPS Ha TO, YTO
JTAaHHBIE TEPMHUHBI B3SIThI U3 MIKOJBHOTO Kypca OHOJIOTHH.

2 mun. Yacto myTarT MOHO2eHHOe / noJluceHHOe / NOAUALIeNIbHOe / MYlbmu-
gaxmopuanvHoe 3ab6o1esanue.

JlaHHBIE CIIOKHOCTH MOHUMAaHUS BO3HUKAIOT U3-3a TOT'0, YTO TEPMHUHBI KOM-
MJIEKCHBIE W 3BydYaT cxoxe. OJHaKo, 4TOObI MOHSATH CMBIC], HEOOXOAUMO MPOCTO
Pa3JIOKUTh TEPMHUH Ha COCTABJISIONINE: «MOHOT€HHOE» — OJMH T'€H, «MYyJIbTU(DAK-
TOPHUATBHOE» — MHOTO (DAKTOPOB U T. II.

3 mun. IIpockObI K HccienoBarento: Ynpocmume mexkcm... Mot e nousinu,
Mbl HOKA3AU Npogheccopy, OH Modice He NOHSL.

JI1st MHOTHX JIFOZIEH XapakTepHa yepTa MPOCUTh BIIaJICIOIIero nHpopmaruen
akcrepTa o momotu. C pa3BUTHEM T'€HOMHBIX TEXHOJOTHH BllaeTh HHGOpMaIueH
MOTYT JIt0I1 00JIe€ MOJIOJIOTO Bo3pacTa (10 aHaJIOruu ¢ pa3BuTueM VHTEepHeTa).

4 mun. Bompockl K uccieaoBarento: Ymo maxoe poccuiickas nonyaayus?
Yem naw nayuenm omaudaemcs Om UHOCMpaHHo2o?

JlaHHBIE BOINPOCHI BO3HMKAIOT Y Bpadell JPyrux CHENHUaIbHOCTEH, KOTOpbIE
00BIYHO MMEIOT JIEJIO C JICUCHHEM OJTHOTO TMAalMEeHTa, Y KOTOPOr0 CaMOCTOSATEIIBHO
HEe COOMpParOT CEeMEMHBIN aHaMHe3. B MpOTUBOMOI0KHOCTS 3TOMY K Bpauy-Te€HETHKY
MOYET NPUUTH HA KOHCYJIBTAIIMIO Cpa3y HECKOJIbKO POJICTBEHHUKOB IMAIIMEHTA, Y
KOTOPOTO €CTh M0JI03PEHNE HA HACJIEICTBEHHOE 3a00IeBaHuE.

Ha ocnosanuu ueeo o6viiu 8b10parsvl UMEHHO MU 2eHbl?

Yamie Bcero Bpay Jpyrou creuaibHOCTH HE UHTEPECYETCS CIIMCKOM I'€HOB-
KaHJIMJJATOB U3y4aeMOTo UM 3a00seBaHus. B 11e10M 3TO MOXKET TOBOPUTH O HETO-
HUMaHUU BpayaMU-KIMHUIUCTAMH METOJI0JIOTHHN T€HETUYECKUX UCCIIEIOBAHUM.

5 mun. Bonpoc k uccnenoBarento: Bvl cmompume moabKo MUCCEHC-MYma-
yuu?

Bpau 3aumHTEpecoBaH B N€HETHMYECKUX JAHHBIX CBOMX IMAIIUEHTOB, OJHAKO
UMEET TOJBKO OTPHIBOYHBIC 3HAHUS O 3HAUCHUH T€HETUICCKUX TePMHUHOB. OOBIYHO
TaKWe Bpa4yW OYCHb JOOPOXKEIATEIBHO OTHOCSTCS K OOBSICHEHUIO TEPMHHOJIOTHUU
CIEIHATUCTaMU.

6 mun. Bonpockl kK ucclienoBarelnto: Ymo maxoe eenvi-kanouoamoi? / Ymo
maxkoe Maxcopuwiil /muropHulil een? / Kaxosa wacmoma munoproeo annens / ¢pero-
Konuu?
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HecMoTpst Ha TO, 4TO JaHHBIE TEPMUHBI SBJISIOTCS MTUPOKOYITOTPEONMBIMH,
OHM TIPEATIONATAIOT CICIHATBHBIX 3HAHWH, YTCHUS CAMBIX COBPEMEHHBIX PYKO-
BOJICTB JIJISI Bpadueil HETEHETHUKOB.

B naHHBIN TAIT MOTYT BXOJUTH BOTIPOCHI TT0 PEUHTEPIPETAIIMHA TEHETHICCKUX
BapUAHTOB, KOTOPBIC C TCUCHWEM BPEMEHH IOMEHSUIA CBOW «CTAaTyC» (Hampumep,
110 HOBBIM JIaHHBIM BBHISIBICHHBIN TCHETHUUECKUA BapUAHT HE SBISETCS MyTaIlueH,
XOTsI paHee B HAYYHOU JIUTEpaType OH OBLI OMMMCAaH UMEHHO KaK MYyTaIlus).

Peunrtepnperanusi TeHETHYECKUX BapHAHTOB TPEOYyeT MHOTO pa3bICHCHHM
JUTsI Bpavyel W TMalUeHTOB CHeHaNCTaMHU-TeHeTHKaMu. Jloka3aTenpHas 0asza s
WHTEPIPETANA TCHETHYCCKUX BAapPHAHTOB IOCTOSIHHO pa3BuBaeTcs. CieicTBrueM
ATOTO SABIISACTCS TO, YTO KIMHUICCKOE 3HAUCHNUE BApHAHTA MOXKET OBITh CO BpEMEHEM
MIEPEOCMBICIICHO IO MEPE TMOSBIICHUS HOBBIX JI0KA3aTEIIbCTB €r0 MAaTOTEHHOCTH HITH
T0OPOKAYECTBEHHOCTH.

Ha cerogHsmauii AeHb, TPUMEHSIIOT OOMIECTTPUHATHIC KPUTEPHH IS KJIACCH-
(dbuKaMKy TCHEeTUYECKUX BApUAHTOB AMEPHUKAHCKON KOJUIETHH METUITMHCKON IreHe-
tuku 1 reHoMuku (American College of Medical Genetics and Genomics, ACMQG)
(Richards et al., 2015).

ACMG pekoMeHIyeT IMHUPOKOYIOTPEOMMBIC TEPMUHBI «MYTAIHSI» U «IIOJTHU-
MOpP(PU3M» 3aMEHUTH Ha «BAPUAHT» CO CIEAYIOIIUMHU ONPEACICHUSIMU: MaTOr€HHBIN
(pathogenic), BepositHo matorenHsii (likely pathogenic), BapuaHT HeompeneneH-
HOTO 3HaueHus (variant of uncertain significance), BepoITHO 10OpOKaYeCTBEHHBIN
(likely benign) u no6pokauectBeHHbIH (benign). [IpunaraTenbHoe «BEPOSTHBIN» HC-
NOJIb3yeTcs st 0003HAUEHHUS JOCTOBEPHOCTH ATOT€HHOCTH UITH I0OPOKAaYeCTBEH-
HOCTH, cocTaBistonieil 6onee 90 %. OnHako JaHHOE 3HAYEHHE M3BECTHO TOJIBKO
crienuaiiucTam B reHeTrke. Bpaun apyrux cnenuanbHOCTe 0e3 YTeHUs] COBPEMEH-
HBIX T€HETUYECKUX U KIMHUYECKUX PYKOBOJICTB MOTYT MHTEPIPETHUPOBATH TAKUE
TEPMUHBI I10-CBOEMY.

Ecnu renetndeckuii BapuaHT ¢ TEYCHHEM BPEMEHH CTaJ HHTEPIIPETUPOBATD
KaK «MaTOTEHHBIN», TO 3TO MOKET BOCIIPUHUMATHCS B pAMKaX CTUTMBI: aCCOIUAIUS
TeHETUYECKOTO BapHaHTa C «Ae(EKTHOCTHIO» HE TOJIBKO MallMeHTaMU, HO U BpauyaMu
JIPYTUX CHEIHATbHOCTEH.

[ToHsiTHE «HOCUTEIBCTBO» YACTO CBS3BIBAIOT C BUHOW MpH Tepenade Bapu-
aHTa TTOTOMCTBY, XOTS KaXK/IbIi1 YEJIOBEK SIBIISIETCS HOCUTEIEM BPEIOHOCHBIX, B TOM
YHUCJIC JIETATHHBIX, TCHETUYECKUX BaAPUAHTOB.

7 mun. Bonpocsl k uccienoBatento: PoocmeeHnux nayueHma — 3mo opyeou
nayuenm? Y nawiux nayueumoes Hem Hacie0CmeeHHbIX 3a001e6aHuUll?

Takue yTBep)AeHUS MPOUCTEKAIOT U3 OTPHUIAHUS KIIMHAIIICTAMH BO3MOKHO-
CTH TOTO, YTO WX MAI[UEHTHI MOTYT UMETh TeHETHYECKOE 3a00IeBaHNEe. DTO MOXKET
TaKXKe CIYKUTh MOKA3aTelIeM 3aKPhITOCTH Bpayei MO OTHOIIEHWIO K HOBBIM 3Ha-
HUSIM.
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Tak>ke Bpauu Ipyrux cnenuaibHOCTEH HE BCerjaa NoHuMarot, uto /JHK-oua-
eHocmuxa He obnadaem uckmoyaoweu curou. Ecnu y nanueHTa He oOHapyKeHa
MYTaLUsl, 3TO He MOJCEeMm CAYACUMb UCKAIOUEeHUEeM OUACHO3A HACTIeOCMBEHHO20 3a-
bonesanusi.

Ba)xHO OTMETUTB, YTO «METO]IbI FTEHETUYECKUX UCCIIETOBAHUI TOCTOSHHO CO-
BEPIICHCTBYIOTCS, U HAIlM 3HAHHUS O MPHUYMHAX HACJIEJCTBEHHBIX 3a00JEBaHUN
O4YEHb OBICTPO pacmupstoTcs» (UTo mMpoucxoaurT ... , 0/ DIEKTPOHHBIN pecypc).
Takum oOpa3zoM, eciii MyTallMsl B UCCJIEIOBAHHBIX I'eHaX He OblIa BBISBJIEHA, €CTh
BEPOSITHOCTD, YTO B OJIMKalIeM OyIyIlleM CTaHET BO3MOXXHBIM €€ BBISIBUTH B JIPY-
IUX F€HaX WU C IPUMEHEHUEM JAPYTUX TeHETHUECKUX METOA0B / TEXHOJIOTHIA.

Tak>ke Bpauu Ipyrux cnenuaibHOCTEH He Bcerja noHumaror, uro /JHK-oua-
eHOCcmuKa mpebyem epeMeHHbIX 3ampam, HAMHOTO OOJIbIINX, YeM OOBIUHBIN aHATU3
KpoBU. Ha mpogoKuTENbHOCTh aHaIu3a BIUAIOT Clieytouiue (GakTopbl: MPUMEHS-
eMble TeHETUYECKUE TEXHOJIOTHH, pa3Mep reHa, TEXHUYECKUE BO3ZMOXKHOCTH J1abo-
patopuu. B psje ciyuaeB cnieniaivuctam TpeOyeTcsl IPOBECTH JOTOIHUTENBHOE He-
3aBUCUMOE HCCIIEIOBAaHUE, YTOOBI TPOBEPUTDH NEPBOHAYAIBHBIC PE3YJIHTATHI.

BbBIBO/[bI

[ToyeMy BO3HHMKAIOT CIOKHOCTH B NOHUMAHHUHM T'€HETHYECKOM TEPMHUHOJO-
run? CymMMupysl JaHHbIE PAa3IUYHBIX MCCIIEIOBAHUN WU JIMYHBIA OIBIT, MBI XOTUM
0003HaYUTh HEKOTOPBIE MIPEANOCHUIKH 151 BOSHUKHOBEHHUSI CJIO’KHOCTEH B MIOHUMA-
HUU TEPMHUHOB U MPOOJIEM B MOCIEAYIONIEH KOMMYHUKAIUU:

1. 'eHETHYECKNE TEPMHUHBI JEHCTBUTEIBLHO OYEHb CII0KHBI, HEKOTOPBIE W3
HUX MIPOILIN OOJIBIION YBOIOIMOHHBIN MyTh U3MEHEHHI B HHTepIipeTaiuu. CoBpe-
MEHHO€ MOHUMaHUE€ TEPMUHA MOKET OTIIMYAThCSA OT IEPBOHAYAIBHOTO.

2. MHOrue TepMUHBI, KOTOPBIMHU CEMYAC MOJIB3YIOTCS CHELHAINCTBI B T€HE-
THKE, JOCJIOBHO NIEPEBEJICHBI C aHTJIMICKOI0, YTO MOPOI HEMPABUIBHO TPAKTYETCS
HECIEeNAINCTaMU B F€HETUKE (BpayaMH APYTUX CHEUUAIBHOCTEN U MAIIUEHTAMH).
Hampumep, TepMUH «BEpOSITHO NMATOTC€HHBIN TeHeTHUecKuit Bapuant (likely patho-
genic genetic variant) BOCIPUHUMAETCS BpauaMu Kak: 1) BapuaHT ¢ HEJOKa3aHHOMN
MAaTOTEHHOCTHIO; 2) BApUAHT, KOTOPHIN 00yClIaBIUBaeT 00Jjiee MATKYIO KIIMHUKY T1a-
[MEHTA 110 CPABHEHUIO C MAIUEHTOM, UMEIOIUM NAMO2eHHbIU 8APUAHM.

B nelicTBUTENbHOCTH MBI (T€HETUKH) B HACTOSIIIUNA MOMEHT OTTAJIKUBAEMCS
OT HaIlUX 3HAHUH 00 N3y4aeMOM I'eHETUYECKOM BapHaHTE.

3. CobcTBEeHHOE TTOHUMAHUE TeHETUYECKON TEPMUHOJIOTHHU, 00YCIOBICHHOE
F€HETHYECKOW IPAMOTHOCTBIO OTJEJIBHOIO CIEHHATNCTa HETeHEeTUKa. JJaHHbIN 1o-
Ka3aTeslb MOXET 3aBUCETh OT CHEIUAJIbHOCTU Bpaya, €ro ombiTa, MecTa paldoThl,
JUYHOTO UHTEpPECa U YBICUEHHOCThIO TeHETUKOU. Takke MMeeT MECTO IPEAB3SITOE
WJIU HEMPEB3STOE OTHOILICHHE K HOBBIM 3HAHUSIM.
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Takum o0Opa3oM, B 310Xy F€HOMHOW MEAMIIMHBI HAa BOCHPHUSTUE T€HETUYe-
CKOM TEPMHUHOJIOTHM OKa3bIBAIOT BIIMSIHUE:

1) c10)KHOCTH camMOil T€HETUYECKON TEPMHUHOJIOTUH;

2) 00bIIEHHOE MOHUMAHKE U «JIET€Hbl» BOKPYT T€HETUYECKUX TEPMHUHOB;

3) HenocTaTku B chepe oOpazoBaHUs;

4) 3aKpBITOCTD JIOJIEH 1O OTHOIICHUIO K HOBBIM 3HAHUSIM.

Takue CI0KHOCTH MOTYT OKa3bIBaTh BIMSHUE KaK HA KOMMYHHUKALUIO «Bpad
— MaIUEeHT», TaK U Ha B3aUMOJECHCTBUE «HMCCIIEN0BATENb — KIMHALMCTY. Cpenu
nyTel pelieHHs] JaHHBIX MpoOJieM cleAyeT OTMETHTh MH(OpMUpOBaHHE O0OILe-
CTBEHHOCTH O T€HETHUYECKHUX 3a00JI€BaHUSX, & TAK)KE UCIOJIb30BaHUE S3bIKA, KOTO-
pBIi ObLT OBl MAKCUMAJILHO MOHATEH HECTIEIUATUCTaM B TEHETHKE.

ObCYJK/I[EHUE BHhIBOJ/]OB

3neck g (C. HO. llleBueHK0) MOMBITaIOCh TTOMECTUTh T€ BBIBOJIbI, KOTOpPHIC
BhItie u3noxmia A. I'. Illectak, B KOHTEKCT HEKOTOPBIX COIMATIBLHBIX U OMO3ITHYE-
CKUX HCCIIEIOBaHUMN 3apyOeKHBIX CUCTEM 3PABOOXPAHECHUS U MEIUIIUMHCKOTO 00-
pa3oBaHus.

TpyaHocTn TMOHUMaHUS TEHETHYECKUX TEPMHUHOB CpPEIU IIMPOKOH oOIIe-
CTBEHHOCTH (PUKCUPYIOTCS PSAJIOM KPYITHBIX MCCJIEAOBAaHUN B TE€UEHHE MOCIEIHUX
20 net. Ilpu 3TOM CTEneHb 3HAKOMCTBA C 0A30BBIMHM MOHATUSIMU — TAaKUMH Kak
«reny, «MyTarus» — goctatodHo Beicoka (Lanie et al., 2004). 3to couetanue u
nopoxkjaaer Tor (peHomeH, KOTOopbld Ha3BaH Bbimie A. I'. lllectak «iereHaamm.
CrnoxxHee OJHO3HAYHO HMHTEPIPETHUPOBATH HE pa3 0OO3HAUYECHHBIE B JIUTEpaType
TPYAHOCTH BO BHEAPEHUU MH(DOPMAIIMOHHBIX TEXHOJIOTUH B MEUIIUHY, CBSI3aHHBIC
C T€M, UTO MHOTHE Bpayl HE MOHUMAIOT KIIMHUYECKOT'O 3HAUCHUS JJAHHBIX T€HETHU-
YECKOM JUarHoCcTUku. g perieHns Takoi mpoOaeMbl IPEIoKeHO CHa0XaTh 3TU
JJAHHBIE B DJICKTPOHHOM KapTe MaiueHTa «UH(MOPMAIMOHHBIMU KHOIIKAMI)
(Williams et al., 2019). Bnpoyem, 3HaKOMCTBO C ONPEEICHUEM TEPMUHA MOKHO
CUUTATh JIUIIb MIEPBBIM I1arOM K MOHMUMAaHUIO €r0 KIMHUYECKOro cMmbiciia. HeoOxo-
JIMMBI HE TTPOCTO 3HAHMS, HO HABBIKY MPAKTUYECKOTO UCTIOb30BAHUS TEHETUYECKUX
JAHHBIX TIPU NPUHATUM KIMHUYECKUX pEIIeHH. B 3TOM HMIMPOKOM CMBbICTE i U
npeajararo NOHMMAaTh YKa3aHHe Ha BOCIIOJHEHUE HEJOCTATKOB B «00pa30BaHUN» B
TPEThEeM MyHKTE BbIBOJIOB. O/IHAKO B MEPCIEKTUBE MACCOBOr0, PYTUHHOTO MPUME-
HEHUsI (papMaKOT€HOMUKHU B CaMbIX Pa3fIMYHBIX cepax 3ApaBOOXPAHEHUS] MOKHO
TOBOPUTH U O HEOOXOJAMMOCTH MHCTUTYLHAIU3AIUA T€HETUYECKOT0 00pa3oBaHuUs
Ha JeyeOHbIX (akynpTeTax MeaunuHckux By30B (Veilleux, Bouffard, Bourque
Bouliane, 2020).

47



2021 ['opHU30HTEI TYMaHUTAPHOTO 3HAHUS No 2

1IYTHU KOMIIJIEKCHOI'O PEIIIEHUA
IIPOBJIEM I[IOHUMAHUA

PazBute u mMacmrad M3MEHEHHII B T€HOMHBIX TEXHOJOTHSIX CO3/1alld BO3-
MOXHOCTH JIJI1 HOBBIX MapaJurM JeYeHUs U yX0/a 3a NMalueHTaMu B KinHuke. Ha
CETOJIHSIIIHUMI IeHb TPEOYIOT U3MEHEHHI U CYIIECTBYIOMINE HH(OPMAIIMOHHbBIE Ma-
TepHUasbl sl Bpauel ¥ NalueHToB. MBI BUANM CIEAYyIOIME U3MEHEHUS, POUCXO-
TSTITAE B HUX:

1. I'moccapun.

I'moccapuu ¢ reHeTUYECKUMHU TEPMUHAMU JOTOJHSIOT HOBBIMU TEPMUHAMH,
OTHOCSIIIUMUCS K TUIaM T€HETUYECKUX BaApPUAHTOB M CEKBEHUPOBAHHUIO HOBOTO TI0-
KOJICHUSI.

2. AHUMAaIMOHHBIE POJIUKHU.

Takue marepuansl ObUTH pa3paboTaHbl HE TOJILKO Kak 00pa3oBaTeIbHbIN WH-
CTPYMEHT, HO M C IEJIbI0 TIOMOIIU B IPUHATUM OOOCHOBAHHBIX PEIICHUN HA CUET
MPOBEJICHUS TEHETUYECKOT0 MCCIICIOBAHUS MAIlMeHTaM C HACJEJCTBEHHBIMU 3a00-
neBanusaMH. Yuensie u3 Great Ormond Street Hospital (JIonaon, BenukoO6puranust)
cienaii aHUMalMOHHBINA poJHK «Mos mociienoBateibHOCTh TeHoMay (Lewis et al.,
2020). OroT ponuk ObuI okazaH 554 moasm B Bozpacte 11-15 neT B Tpex mkonax
BenukoOpurtanuu (epe 3TUM UCTIbITYEMble ObLITH TPOUHTEPBbIOMPOBaHbI). Llenbio
OBLIIO COACHCTBUE YUEHBIX B TOHUMAHUU MTOJIHOTEHOMHOI'O CEKBEHUPOBAHUS Y JIIO-
net Mos1o10ro Bo3pacta. [locie npoBeneHus ucciieJoBaHus yueHble OTMETHIIN JIy-
Ui ypoBeHb UHGOOPMUPOBAHHOCTU UCIBITYEMBIX O MOJHOT€HOMHOM CEKBEHHUPO-
BaHuu. [1o MHEHUIO aBTOPOB, TAKUE BUICOPOIUKHU MOTYT CIY>KUTh IIEHHBIM HHCTPY-
MEHTOM JIJIsl METMIIMHCKUX PAOOTHUKOB U HUCCIEA0BaTeNel, paboTaroIMX C MOJIO-
JIBIMH JIFOJIBMH B 00J1aCTH MOJTHOTEHOMHOTO CEKBEHUPOBAHMUS.

3. PykoBoacTBa (DOHIOB 11O OIIPEACIICHHBIM 3a00JICBAHUSIM.

Takue pykoBoIcTBa O4€Hb MH(POPMATHUBHBI JJIsI KOHCYIBTUPYIOIINX MaIlieH-
TOB Bpaudeil M POJCTBEHHUKOB MaieHTOB. OHU UMEIOT 11e7b 00€CTIeUUTh EANHBIN
MOJAXO/ K JIUAarHOCTUPOBAHUIO M KIMHUYECKOMY OOCIY)KHBAaHUIO TAI[UEHTOB C
HACJIEICTBEHHOM narojoruerd. Kpome Toro, OHM MOryT IOMOYb B BBISIBICHUU TEX
obmnacTeit, KOTOpbIe TPEOYIOT NaTbHEHIITNX KIMHUYECKUX UCCIICTOBAHMM.

4. Tau 06 nHDOPMUPOBAHHH 00 ONPEACICHHOM F'eHETHIECKOM 3a00JICBaHHH.
[Tpumepsl: 28 deBpanss — MexayHapoIHbIi qeHb ophaHHbIX (penKknx) 3a00JeBa-
HuUl; 23 anpenst — MexXIyHapOoIHBIN IeHb pacipocTpaHeHus: nHdopmaruu o Gpuod-
pOAMCIIIA3UH, U3BECTHOM TaKKe MO/ HA3BAHUSIMU «CUHIPOM KaMEHHOT'O YEJIOBEKa
U «00JIE3Hb BTOPOT'O CKEIIETA.

Takve muu nmpu3BaHbl HHPOPMUPOBATH HACEICHHUE O PEIKUX TCHETHUYECKUX
3a00JICBaHUAX, TTOBBIINIATh BUIUMOCTD JIFOJICH C TEHETUYECKUMH 3a00JICBAaHUSMU,
CcrIocOOCTBOBATH UX JIECTUTMATHU3ALINH, & TAKXKE Pa3BUBATH CUCTEMY ITOMOIIH TAKUM
NalueHTaMm.
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