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MpepacTaBneHbl pe3ynbTaTbl KOMOUHUMPOBAHHOIO (CMeLLIAHHOTO) SMMMPUYECKOrO NCCNeJ0BaHNA OTHOLLEHWA MaTepeil HOBOPOX/AEHHbIX
K NMOSIHO3K30MHOMY HeOHaTanbHOMY TeCTUPOBaHWIO, peann3oBaHHoro B 2021-2022 rr. Ha 6a3e OIBY «HMWL, ATl nm. B.N. Kynakosa».
WccnepoBaHme BKNoYano aHkeTMpoBaHue 328 xeHLWKWH 1 npoBefeHre 31 NoNyCcTpyKTYpPUPOBaHHOIO ry6UHHOro NHTepBbIO. B
pesynbTaTe NCCNefoBaHNA BbIABIEH 3HAUNTESNbHBIN NHTEPEC PECNOHAEHTOB K HEOHaTalbHOMY reHETUYECKOMY TeCTUPOBaHMIO, KOTOPbIN
COOTHOCUTCA C BbICOKUM [JOBEPMEM HayUYHbIM 3HAHUAM B 06/1aCTV MEANLIMHCKOW FeHETUKM, AOCTVXKEHVAM M OTKPLITUAM B 0611aCTN HayKK
N TeXHONOrMIA. Pa3BuTme 1 pacluMpeHne NporpaMm reHeTU4YeCcKoro TeCTMPOBaHWA B HeOHaTonorny TpebyeTt paspaboTku pasHbIMM
cneynanucTamm Kputepues MHGOPMUPOBaHMA C YHETOM CTEMEHUN PUCKa, HANNUMA NedyeHuna n pyrnx ¢pakTopos. Takxe fanbHenwero
nccnepoBaHna TpebyeT oLeHKa pUcka KOHKPETHbIX 3abonieBaHuii, YTO NO3BOIUT MPUMEHATb JOCTVIXKEHWNA FreHETUKN He TONbKO ANA
ANArHOCTVKM 1 NPOdUNaKTUKK, HO 1 ANA NNaHNPOBaHUA CEMbM.
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The article presents the results of a combined (mixed) empirical study of attitudes of newborns’mothers’ toward whole exome testing
in neonatology, conducted in 2021-2022 at the «National medical research center for obstetrics, gynecology and perinatology named
after academician V.I. Kulakov». The study involved questionnaires of 328 women and 31 semi-structured in-depth interviews with
some of them. The study revealed a significant interest of respondents in neonatal genetic testing, which correlates with high trust
in scientific knowledge in the field of medical genetics, achievements and discoveries in the field of science and technology. The
development and expansion of genetic testing programs in neonatology requires the formulation of informing criteria, taking into
account the degree of risk, availability of treatment and other factors. Also, further research is required to assess the risk of specific
diseases, which will make it possible to apply the achievements of genetics not only for diagnosis and prevention, but also for family
planning.
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BeepeHne

€XHOJIOTUH TTOJITHOOK30MHOTO CEKBEHUPOBAHUSI aK-

THBHO Pa3BUBAIOTCS U OJlarogapsi CHYDKEHUIO CTOM -

MOCTH, CTAHOBSITCSI 60JIe€ JOCTYITHBIMM JUISI CUCTE-
MBI 3[[paBOOXPaHEeHMsI. SHAUUTEJIbHbIC OXKMIAHUST CBSI3aHbI
C UCTOJIb30BAaHUEM ITHX TEXHOJIOTHI B HEOHATOJIOTMH, OCO-
OEHHO YYUTHIBAsI MX ITOTSHLIMAJ ISl PA3BUTHSI TTPELIM3UOH-
HOM U MepCcoOHaTU3UPOBaHHON MenUIUHAI [1, 2]. OHU Mo-
TYT PE3KO YBEJIUIUTh BO3MOKHOCTH TECTUPOBAHMSI HOBO-
POXIEHHBIX Ha peIKUe HACIeJACTBEHHbIC 3a00eBaHMS,
KOTOPbIE HEBO3MOKHO OOHAPYKUTh C TIOMOIIBIO TPAJTUIII -
OHHBIX METOAOB CKpUHUHTA [3]. OgHAaKO Mpexae yeM MmoJi-
HOBK30MHOE CEKBEHMPOBAHUE CTAHET PYTUHHOM MIPaKTH-
KOI1 B HEOHATOJIOTUU, HEOOXOIUMO PEIIUTh PSII COIIUOTY-
MaHUTapHBIX MPOOJIeM, C KOTOPBIMM BO MHOTOM CBSI3aHbI
YPOBEHb JIOBEpUsI O0IIIECTBAa TEHETUKE 1, B KOHEYHOM UTO-
re, CollMaibHasl IMoIIePXKKa OMOTEeXHOJIOTMYECKUX MHHOBA-
1uit B 1iejoM. Peub et 06 ypoBHE OCBEIOMIIEHHOCTH 00-
IIECTBA O BO3MOXKHOCTSIX TeHETUYECKOTO TeCTUPOBAHUS B
HEOHATOJIOTUH U TIENUaTPUM, O BOCIIPUSTUU €TI0 TIO3UTHB-
HBIX U HEraTUBHBIX 3((HeKTOB, 00 UHGHOPMUPOBAHUU U
MPUHITHY PELIEHU Ha OCHOBE TTOJYYEHHOM OT Bpaya MH-
(hopMaLy 1 1p. DTU BOMPOCHI AKTUBHO 00CYKIAIOTCS B 3a-
pyOekHOI HaydyHOI iuTepatype [4], OMHAaKO MX pe3ysbTa-
ThI He BCETIa MOTYT OBbITh 9KCTPArIOIMPOBaHbI Ha APYTUE Pe-
TMOHBI KaK B CUJY OCOOCHHOCTEl CHUCTEM OKa3aHUs
MEIMIIMHCKOM TIOMOIIH, TaK M M3-3a Pa3HbIX COLIMOKYJIb-
TYPHBIX (haKTOPOB, OIPEIEISIONINX OXUAAHUST O0IIeCcTBa
OTHOCHTEJILHO TIEPCIIEKTUB Pa3BUTUSI HAYKHU 1 TEXHOJIOTUIA.

MeTtopgb!

B Hog6pe 2021 1. — peBpane 2022 r. OBLIO MPOBEAEL-
HO aHKeTHpoBaHUe 328 MaTepeil HOBOPOXKIEHHBIX, KOTO-
pble IPUHUMAJIK y4acTHe B HAYYHOM MCCJICIOBAHMU, Ha-
MpaBJIcCHHOM Ha paclIMpeHKe U IOBbIeHNe 3(PhEeKTUBHO-
CTY paHHE! JMAarHOCTUKK HAC/IEACTBEHHBIX 3a00/IeBaHIIA,
a IMEHHO, B 0eCIIJIaTHOM 00C/Ie0BaHUN HOBOPOXKIEHHO-
ro pebeHKa ¢ MCIIOJb30BaHUEM aHaIM3a 9K30Ma Ha 0a3e
®I'bY HMUII AI'TT um. H.U. Kynakosa (O npoekre. Pac-
[IMPEHHOE TeHETUYEeCKOe 00CIeIOBAaHNE HOBOPOXKICHHBIX //
https://exome.ncagp.ru/about.php).

AHKeTa OblJIa TOCTYITHA B TIEYaTHOM BUIC W B BJICK-
TPOHHOM BapHaHTe (IIEPEXO. OCYIIECTBIISUICS IO (r-Ko-
Iy B aHKeTe). PecrmoHneHTaMM OBLTH JKEHIITMHBI B BO3pac-
te 18—25 net (7%), 26—35 ner (68%), 36—45 ner (24,4%),
46—55 ner (0,6%). HemHoro Gobliie mosioBuHBHI (50,9%)
PECIIOHACHTOB UMEJIH €IIle XOTsI ObI OMHOTO peOeHKa, KPOo-
Me HOBOPOXIEHHOTO. 93,6 % pecrOHIEHTOB COCTOSIN
B Opake. BoJIbIIMHCTBO OMpoLIeHHbIX (86,6%) MMeIo BbIC-
iee obpasoBaHue, 3,4% — ydeHylo crerneHb; 1,5% — He3a-
KOHYEHHOE BBICIIIEE; CpeaHee MpodeccnoHaIbHOe (KO-
nemx, TexHukym, [1TY) — 4,9%, HertosiHOe cpenHee/cpe-
Hee obuiee — 3,7%.

IMapannensHo B okTs10pe 2021 — mapte 2022 GBIIO
mmpoBeaeHO 31 MoMyCTPYKTYpUPOBAHHOE MHTEPBEIO C JKCH-
IIMHAMHA, 3aITOJTHUBIIMMU aHKETHI M COTJIACUBIITUMUCS
MIPUHSITH YIaCTUE B PaCIIMPEHHOM I¢HETUUECKOM 00CIIe-
JIIOBaHUM HOBOpoXKIeHHoro Ha 6aze PI'BY HMMUII AT'TI
M. B.1. KynakoBa. Bce nHTepBbIO MPOXOAMIIN OUHO,
3aMMUCBIBAINCH Ha TUKTOMOH. [aiil MHTEPBBIO BKITIOYAT
B ce0sI OCHOBHBIC M YTOUHSTIOIIHE Borpockl (IToueMy Bor
MIPUHSIIN pellicHre 00 YIYaCTHU B TIPOEKTE MO TTOJTHOIK-
30MHOMY HEOHaTaJIbHOMY TecTupoBaHuio? Kak mosiu-
sI71 Batm ommbIT reHeTMIecKOro TeCTUPOBAaHUS Ha BEIOOP?).
Korma xxeHIImHA oTBeYaia Ha ITOCTAaBJICHHBIC BOTIPOCHI,
e€ He rnepeduBaju, MO3BOJISISI CBOOOIHO paccyxaaTh. Pe-
THOH TIPOXUBAHUS PECIOHACHTOB: 29 — MockBa 1 Mo-
CKOBCKasl 061acTh, 6 — Ipyrue pernoHsl cTpaHsl (Ba-
nuBocToK, SApocnaBnb, Kanmbikusi, YabssHoBcK, Hux-
Huiit HoBropon, OpeHOypr).

PesynbraThbl

Onbim ydacmusd e eceHemu4eckomM mecmuposaHuu
U npu4uHbel y4acmus 8 npoekme

W3 gucna onpomeHHbIX 18,9% oTBeTUIIM, YTO OHU KOT-
Ja-JI1M00 TIPOXOAMIIN FTeHETUUECKOe TeCTUpoBaHue, a 22,6%
COOOIIIWIIN, YTO YYaCTBOBAJIM B TEHETUYECKOM TeCTUPOBA-
HUU BO BpeMsI 6epeMeHHOCTH; 85,4 % pecrioHIEHTOB CO-
OOILIMJIN, YTO XOTEIU Obl CaMU ITPONTU TeHETUIECKOE Te-
CTUPOBaHUeE, CU Obl OHO OBLJIO OECIIJIATHBIM.
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W3 uHTepBbIo (00 OMBITE TECTUPOBAHUS B KOMMEpYE-
CKOI1 KOMITaHUN): «Y Hac Obli 04eHb XOPOului Onbim, Ham
6ce nokasanu u pacckasaau. Tam darom pesyromamot. OHu ux
npUCLLAQIOM 8 CUMNAMUYHO 0gopmaerHoM eude. OHu Kce 0a-
tom He 6cé. Ho 6 obuem eosopsam, umo y mebss maxue-mo pu-
CKU 3a001€8aHULL U NOMOM HAM, KAXICOOMY OMOeAbHO, N0380-
HUA «NPOecCUOHANbHBLI> 8PaY U PACCKA3AN C HeM NPOCHO
JCUMb, a Ha 4mo Hado oopamums eHumanue. Hanpumep, ec-
AU 23mo cepoeyHvle 3abonesanusi, mo nouauje oeaaiime KT,
cmompume, 4umo y eac mam npoucxooum. Ham nonpagunoce»
(keH., 33 roma, . MockBa).

Cpenu IpUYMH YYacTHsl B IPOEKTE 110 pacIiipeHHOMY
TeHETUYECKOMY 00CJIeIOBAHIIO HOBOPOXKICHHBIX (IOITy-
CKaJIOCh HECKOJILKO BapUAHTOB OTBETOB) OBLIIM BbIOpaHbI
caenyromye (Tada. 1). PecrioHAeHTH MOTJIN TaKKe Mpe-
JIOXKUTH CBOI BapuaHT oTBeTa (Taodur. 2).

W3 uHTepBhlo: «f cunTalo, 4To 3a MEAULIMHOM OyIy-
mee. S moBepstto Bpauam» (3KeH., 26 jiet, T. BrannBocTok).

W3 uHTEpBBIO: «...3TH JaHHBIE 51 caMa He MOJyyYy,
y Bac ecTh JJabopaTopusi, B KOTOPOIi Bbl BCE UCCIIEIYETE,
U $1 OJIy4y KaK1e-TO Ka4YeCTBEHHbIE JaHHBIE. ...DTO UHTe-

Medical genetics 2023.Vol. 22. Issue 9

pecHo. Eciii ecTh KaKoii-TO pUCK, TO MOXXHO MPEABUICTh
CUTYaIIMIO, YTOOBI JIEYUTH ...3HaTh, YTO PEOCHOK YEM-TO
0o0JIeH WIM MpeapacrnooxeH. JIroau 10JKHbI ObITh TOTO-
BbI K TAKOMY TECTUPOBAHUIO B OyayuieM» (keH., 31 rox,
r. Mocksa).

N3 uHTepBblO: «DTO MOSI TpEThsl OEPEMEHHOCTh
U MepBble yaauHble poabl. Korma s morepsiia pebeH-
Ka B IIPOLILJIOM IOy, MHE CKa3aju, YTO Haao CIaTh TECT
Ha reHeTuky. {I 06 3ToM aymajna, HO OTOM, KaK OObIY-
HO, BCE 3TO 3aTPyJAHSIENIbCs CAenaTh. f cunuTai, 4To 310
MpeKpacHasi BO3MOXHOCTb, U CITacu00 OTPOMHOE TeM,
KTO pa3BUBaeT Hally HayKy, MEIUIIMHY U BOT, ITOXa-
JyiicTa, «KABOW MPUMEP» — Yy MEHS PEOEHOK» (XKEH.,
29 ner, r. MockBa).

ITpuHuMas peireHre 06 yJacTUM B IIPOEKTE IO Te-
HETMYECKOMY TeCTUPOBAHUIO HOBOPOXKIEHHOTO OOJIbIIIEe
MOJIOBMHBI XKeHIUH (51,2%) HU ¢ KeM He COBETOBAJIUCH,
43,3% obcyxnanu ¢ cynpyroM; 2,7% onupalnch Ha WH-
dbopmanuio, HalineHHylo B MHTepHeTe; 2,1% coBeToBa-
JUCh ¢ poacTBeHHUKamu; 0,6% COBETOBAINCH C NPY3bsi-
MU/KOJIIeTaMMU.

Ta6nuua 1. OTBETHI PECMNIOHAEHTOB O MPUYMHAX YHACTUA B MPOEKTE MO PaCLUMPEHHOMY reHETUYECKOMY 06CIEA0BAHIII0 HOBOPOMXKAEHHbIX

Table 1. Respondents’answers about the reasons for participating in the expanded genetic testing of newborns project

TTpuyrHBI yyacTHs B MPOEKTE MO paCIMPEHHOMY FeHETUYECKOMY 00CJIeIOBAHUIO HOBOPOXKIEHHbBIX KonuuecTBo 0TBETOB
Xouy 3HaTh BCe BO3MOXHYIO0 MH(MOOPMAIIUIO O 3I0POBbEe peOeHKA 248

Buxxy B 3TOM HEOOXOAMMOCTD M TMOJIB3Y IS Ce0sT M CBOETO pedeHKa 184

Xouy 3HaTh MHGOPMALINIO, YTOOBI 00JIee 0CO3HAHHO TIJIAHUPOBATh CISIYIONIYI0 0epeMEHHOCTh 72
Cuuralo, 4TO 32 FTeHOMHOI MEIULIMHOI Oymylee 38
PoacTBeHHUKY U/WUIW IPY3bsi TOCOBETOBAIM MIPUHSITh Y4aCTHE B TEHETMUYECKOM TECTUPOBAHUHN 6

Ta6nuua 2. OTBETbI PECNOHAEHTOB O MPUUMHAX YHACTVA B MPOEKTE MO PaCLUMPEHHOMY reHETNYECKOMY 06C/IeOBaHIII0 HOBOPOXKAEHHDBIX

(BapuraHTbI, NPeanoXKeHHble pecnoHLeHTaMM)

Table 2. Respondents’ answers about the reasons for participating in the expanded genetic testing of newborns project

(options proposed by respondents)

OTBeTHI PECIIOHACHTOB O MPUYMHAX Y4aCTHUS B IIPOCKTE
IO paCIIMPEHHOMY F€HETUYECKOMY 00c/Ie0BaHUIO HOBOPOXICHHBIX

KonuuecTBo 0TBETOB

Jymana, 9To 3TO Apyroe

CoBetbl Bpaueii KIIMHUKKM Kynakosa

[Monb3a 11 uccaenoBaHMid U MEIULIMHBI B LIEJIOM

1151 HAyKM - 3TO BaXXKHO

CuurTaio, yTO JaHHast UHGOPMALIMST MOXET TTIOMOYb B CUTYallH, KOTAa 3aTPYAHUTEIbHO MTOCTABUTD TUArHO3 1

S He 3HaJja, YTO Mbl CIABAJI TAKOW aHAIA3
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Bocnpusamue 2eHemuy4eckoli UHgopmayuu

OrtBeThl Ha Bonpoc «Kakyio nH(popMaluio o pe3yiib-
TaTaXx reHeTUYECKOTO TeCTUPOBAHUS HOBOPOXIEHHOTO
pebeHKa ciaeayeT coo0IATh POAUTENIM?» pacIpeacan-
JINCH CIIEYIONINM 00pa3oM (JIOImycKaJjcs BBIOOP HECKOJIb-
KMX BapuaHTOB) (Tadu. 3).

Nudopmannio BO3MOXHOM 3a00J1eBaHNN pedeHKa,
BEPOSITHOCTh KOTOPOTO cocTaBisieT 50% xoTeso Obl moty-
YUTh OOJIBLIMHCTBO OIpPOIIeHHbIX (76,5%), «HeT, Jay4lie
He 0eCTIIOKOUTLCS TIpeXIeBpeMEHHO» oTBeTIM 13,7%; 3a-
TPYAHWINCH OTBETUTH — 9,8%.

U3 unmepeoro: «Ecau smo 6ydym pucku na 90-95%,
mo 0bL10 Obl UHMEpecHo, Ho ecau 3mo 6yoym pucku Ha 50% —
HeMH020, HO @ce pagHo Oydeulb 3a0ymbieamscs u 6ce 9 me-
CAUEB, KAK Mbl ¢ IMUM PeOEHKOM — CHAOUIHbIE HEPEbl, FIMO
«auHee 3nanue» (dcer., 37 nem, e. Huxcnuii Hoeeopod)

U3 unmepevio: «4 661 xomena 3namo daxce npu 30%»
(xcen., 31200, e. Mockea)

H3 unmepenro: «B moem cayuae ayuue 6oobuje He 3HamMb.
Ecau 61 51 y3nana, umo ecmo puck oukoao2uu, mo s 6yoy oe-
eambv u nposepsmuvcs 6eckoHeuro. S makoii uenogex: s 3mo-
UUOHANbHAS, NEHAMAUMENbHAS, S 6Ce IO NPEKPACHO NO-
Humaro. Ho ¢ dpyeoii cmoponbl, ecau mol 3Haeutb, mol yice
20moe u bydeuivb Xo0ums nposepsmocs, Oydeulb 3HamMb, 4mMo
Mbl 8 epynne pucka cocmouuls. ... Heo03amenvHo Yuumol-
8amv camy 001e3Hb..., HABEPHOe, HECMOMPSL HA C80U CIMPa-
Xu, 51 Ovl, HagepHoe, 8blOpana Obl, YMO AYHUUE 3HAMD... 015
pebenka s 0bl xomena 3Hamo. A 6b1 e2o npocmo obcaedosana
ObL, 3HaNQ Obl, YMO OH 8 epynne u Jcuia Ovl cebe CHOKOUHO»
(xcen., 35 nem, e. Mockea)

Medical genetics 2023.Vol. 22. Issue 9

58,2% marepeit He U3MEHWIM Obl PEIIEHMS O TEHETH -
YECKOM TECTUPOBAHUU HOBOPOXKIEHHBIX, €CJIA ObI 3HATH,
YTO OHO MOXET BBISIBUTh BOBMOXHbBIE IIPOOJIEMBI C X (Ma-
Tepeit) 3mopoBbeM, 22,6% TPUHSLIIM ObI APYroe pellieHue.

U3 unmepevio: «4 smo nonumaro. Ho é nepgyro ouepeds
2mo padu pebeHka, a 60 6mMopyio ouepeds yuce Mvl» (JceH.,
27 nem, e. Mockea).

U3 unmepeoro: «Ecau 6b1 5 y3Hana, ymo y pebeHka puck
Kakoeo-mo 3aboneeanus 50% naioc ewe u 'y meHs maxoe jnce,
5 061 cena Ha cmyn  denpeccuu U cudena owl, u pvidanra. Jlyuue
acoams, Koeda camo Hacmynum» (ceH., 26 rem, e. Mockea).

OmHouweHue K HoB8bIM MeXHOI02UAM U 2eHemuke

BonpmmHcTBO onpoireHHbIX (64,9%) OTBETUIIO, YTO
MHTEPECYETCs TOCTIKEHUSIMU U OTKPBITUSIMUA B 00J1a-
CTH HayKU M TEXHOJIOTHiA, B TO BpeMs Kak 25,3% BooO1ie
He UHTepecyloTcs, 9,8 % 3aTpyIHUINCHh OTBETUTD.

O IOJIHOM TOBEpUY HAYYHBIM U MEIUIIMHCKUM 3HAHMU -
SIM B 00JIaCTH TeHETUKM YesioBeKa coodummau 23,2% orpo-
meHHbIX, 70,1% BbIOpaM BapuaHT «CKOpEe J0BEPSIIO»;
6,1% — 3aTpyaHUIUCH OTBeTUTh. O HEAOBEpUM HE COO0-
M1 HU OIMH PECIIOHICHT.

06cyxpaeHne

[IpoGaemMaM OTHOIICHUS POOUTENICH K TCHETUUECKO-
MY TECTUPOBAHUIO METOIOM MOJIHO3K30MHOTO CEKBEHU-
poBaHUs yIeJisieTcs B 3apy0eKHOM TUTepaType HeMajao
BHUMaHUA [5, 6]. OnrH 13 BaXXHBIX ACIIEKTOB — JIMYHBIA
OITBIT TCHETUYECKOTO TECTUPOBAHMSI, KOTOPHII BIUSCT Ha

Ta6nuua 3. OTBeTbI pecnoHAeHTOB 06 MHGOPMaLKK, KOTOPYIO criedyeT coobLaTh POAMTENAM HOBOPOXKAEHHbIX

Table 3. Respondents’ answers about information that must be provided to parents of newborns

YkaxuTe, Kakyto nH()OPMaIHUIO 0 pe3yIbTaTax TeHeTUIeCKOTO TECTUPOBAHUSI HOBOPOXK/IEHHOTO peOeHKa CleyeT KOMICeTBO OTBETOB
COO0IIATh POTUTENSIM (IOTTyCKAETCsT BHIOOP HECKOJBKUX IMyHKTOB):

«BpIcokuit puck st pebeHKa U eCTh JieueHUe» — MHGMOOPMAIIUs O TeHETUUECKUX HAPYIICHUSIX, CBSI3aHHBIX C BHICOKUM

PUCKOM 3a00JIeBaHUI, TIPOSIBJISIIOIIUXCS] B PAHHEM BO3pacTe, €CJIU TSI HUX CYIIECTBYET crieliubuieckoe JedeHue 1,/ 270
WY TIpo(IaKTUKA

«BpIcokuit pucK T peGeHKa U HET JICYSHMs» — MHMOOPMAIIUST O TCHETUIECKUX HAPYIIIEHUSIX, CBSI3AHHBIX C BBICOKUM

PHMCKOM 3a00JIeBaHU, MPOSIBIISTIONTNXCS] B pAHHEM BO3pacTe, TaXe eCJIM Ha CETOMHSIIIHWI JIeHb IUIST HUX HE CYIIeCTBY- 218
eT crieliduyecKoe JeyeHue u/win rnpoduaakTuka

«CpenHuit puck it pebeHKa 1 eCTh JiedeHre» — MH(GOPMALIMs O TEHETUYECKUX BapUaHTax,

CBSI3aHHBIX CO CPEAHUM PUCKOM TSIKEJIbIX 3a00JIeBaHU I, TIPOSIBIISIOIIMXCS B PAHHEM BO3pacTe U MMEIOLIMX crieludu- 218
YyecKoe JICUSHUS U/WUau NpodUIakKTUKy (Harpumep, KapaIuoOMUOaTHM )

«CpenHuii/BbICOKHIT PUCK ST APYTUX WIEHOB CEMbU U €CTb JieueHUe» — MH(POPMALIMIO O TeHETUIECKMX BApUAHTAX, CO

CPEIHUM WM BBICOKUM PUCKOM 3200JI€BaHMIA, TPOSIBIISIIOIINXCSI HE TOIBKO B pAHHEM BO3pacTe, UMEIOLINX crietndu- )14
Yyeckoe JieueHUe U/Uiau NpoduaakTuKy, IUist APYTUX YIEHOB CEMbH (7151 POAMTENE, CyLIeCTBYIOIIMX U, BO3MOXHO, Oy-

nymx o6parbeB u cectep. Hanpumep, BRCA, X-cuenieHHbie 3a00/ieBaHUS )

3aTpyAHSIIOCh OTBETUTh 48
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3HAHUS O BO3MOXHOCTSIX M OTPAaHUYECHUSIX TEHETUYECKO-
ro TectupoBaHus [7]. Ho 6osee cyliecTBeHHOE BIUSIHUE
OKa3bIBalOT 0a30BbIe 3HAHUSI, YDOBEHb 00pa30BaHUs B 1ie-
JIOM 1 MH(OpMaILMs, TIoJlydeHHast OT Bpaya-reHeThKa Iie-
pen TectoM [8].

B Hamem rcciienoBaHUM OBLIO BBISIBJIEHO, UTO pellie-
HUE TPOXOAUTh TeHETUYECKOe TeCTUPOBaHUE JIJist ceOst
M IJIsT peOeHKa MOXKET pa3inyarbes. Jpyroii BEIBOI ObLI
nonydyeH D. Dodson ¢ coaBT. mpu cpaBHEHUU MHTEpeca
poauTesieli K MoJTHOreHOMHOMY ceKBeHHpoBaHuio (WGS)
IU1s1 ce0sl U 111 CBOMX MJIAAIIMX AeTeil: OJu3Kue YPOBHU
obmiero nHTepeca K WGS mist cebst (61,8%) n it cBOMX
Maammux neteii (57,8%) mo3BoIMIN UCCISIOBATEIISIM CIIE-
JIaTh BBIBOJI O TOM, 4TO MHTepec K WGS sIBjsieTcs peleHu-
€M, TIPUHSTHIM IIJIs1 CeMbU. B 3TOM MccienoBaHuu He ObI-
Jla yCTaHOBJIEHA 3aBUCHMMOCTDb BBIOOpA OT BO3pacTa, 1oJia,
JI0XOMa I COCTOSIHUSI 3M0POBbs [9].

B Hairem uccieqoBaHUM OBLIO BBISIBIIEHO PAaCcX0OX-
JIIeHWe B OTBeTax 00 ombITe TecTupoBaHus (18,9% Kor-
J1a-JIM00 y4acTBOBAIM B TeHETUYECKOM TECTUPOBAHUM,
22,6% — NpOXOIMIN TEHETUIECKOe TECTUPOBAaHUM BO Bpe-
MsI GepEMEHHOCTH ), KOTOPOE MOXHO OObSICHUTDH HEIOCTA-
TOYHBIM ITOHUMaHWEM JOPOIOBOI IMATHOCTUKU. DTO ObI-
JIO OOHAPYKEHO B XOJI¢ NIYOMHHBIX MHTEPBbIO: HEKOTOPBIE
JKEHILMHBI cripaluuBaiu, MoxHOo ju cuutath HUIIT (He-
MHBa3MBHbIN MpeHATaJIbHBINA TECT) TeHETUYECKUM, WIIN
JKe TiepecrpalivBaim O TOM, ObLIN JIM TeCThl, KOTOPBIE
OHU MPOXOJIUJIN BO BpeMsI 0epeMEHHOCTH, «Ha TCHETHKY».

AHKETUpOBaHMUE HE ITOMOIJIO HaM BBISIBUTH CBSI3b
MEKITy OITBITOM T€HETUYECKOTO TECTUPOBAHUS U COTJIacH-
€M MPOMTHU MOJTHOIK30MHOE TECTUPOBAHNE HOBOPOXKIIEH-
HOT'0, OIHAKO B INIYOMHHBIX MHTEPBBIO 3Ta CBA3b CTaja 60-
Jiee oueBUIHOM. OCHOBHAs NIPUYMHA YJacTUsI B IIPOEKTE
CBsI3aHa ¢ XeJaHUeM MOJYyYUTh MH(pOpMaIMo O 310PO-
Bbe peOeHka. [1pyu 3ToM HEOOXOAUMO YUUTHIBATh TaKUe
JOTIOJIHUTEIbHBIE (DAKTOPHI YUacTusl, KaK OeCIUIaTHOCTb,
HEUMHBa3MBHOCTH (3a00p KPOBU M3 MYMOBUHbI), YCIOBUS
cTallMoHapa 1 KOHCYJbTUPOBaHUE BpauaMU-TeHETUKAMU
mneHTpa. Tak, oOpeMeHUTeIbHAs JJOTUCTHKA HCCIIeI0Ba-
Hus1 ObUTa Ha3BaHa 48% OIPOIIEHHBIX YYaCTHUKOB IPO-
€KTa I10 FeHOMHOMY CeKBeHUpoBaHUI0 «BabySeq» nmpuuu-
HOI BO3MOXHOTO 0TKa3a OT yJyacTusl B ucciaenoBaHuu [10].

MeTonbl MOJTHO3K30MHOTO CEKBEHMPOBAHUSI TTO3BO-
JISTIOT TT0JIy4aTh MHOTO MH(MOPMAaIIUK O 3I0POBbE YEI0BE-
Ka, KOTopasi MOXET UMETh pa3HOe KIIMHUIECKOEe 3HAUECHHUE,
OKa3bIBaTh pa3HOE BIMSHUE Ha €ro ICUX03MOILIMOHATIBHYIO
chepy. B cinyyae ¢ HOBOPOXKAEHHBIM CUTYaLUsI UHGOPMU-
POBaHUS YCJIOXHSIETCSI TEM, YTO pEllleHre BMECTO peOeHKa
MPUHUMAIOT POIUTENIN, U TIEpe]l UCCIeI0BaTeISIMU BCTa-
0T 3TUYECKHE TIPOOJIEMBI, CBSI3aHHBIE C HEOOXOAMMOCTBIO
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nepenayy MHGOpMalKK 10 TOTO MOMEHTA, Koraa pebeHoK
CMOXET CaMOCTOSITEIbHO IIPUHUMATh PEIICHUSI.

B zagBneHusx Beayumux npodeccuoHalbHbIX 00-
IIECTB CYIIECTBYEeT KOHCEHCYC IMTPOTUB IPOIrHOCTUYECKO-
IO TEHETUYECKOTO TECTUPOBAHMS JIeTei, KOTOPBI OCHO-
BaH Ha MPEICTaBICHUM O «HAWIY4YIIUX MHTepecax» (Ipo-
BEPSITh KIIMHUYECKU 3HAYMMbIe TeHETUYECKIE BAPUAHTHI)
U «IIpaBe Ha OTKPBITOE Oymyllee» (He TECTUPOBATh Ha 3a-
OosieBaHUS C MO3AHEeH MaHudecTauuit), YTOObI HEe Hapy-
1IaTh MPaBo BEIOOPA 0 TeX MOP, ITOKAa MAIllMeHT HE CMOXET
MpPUHUMATh COOCTBeHHBIe pemieHus [11]. OagHako B uc-
CJIeMOBaAaHUM MHEHUST POAUTENIEi, KOTOphIe OBLIU IPOTe-
ctupoBaHbl Ha MyTalu BRCA1/2, 6bU10 BBISIBICHO, YTO
rmoutu 50% oIpoIleHHbIX MOMIePKUBAIOT TECTUPOBAHUE
HECOBEPIICHHOJIETHUX Ha HACJIEACTBEHHYIO ITPEIpacIoo-
JKEHHOCTb K PaKy, BO3HUKAIOILIEMY BO B3pOCIOM BO3pacTe.
ITpuuyrHBI MOANEPKKHM TECTUPOBAHUS HECOBEPIIIEHHOJIET-
HMX BKJIIOYAJIM BOBMOXHOCTb CTUMYJIMPOBATh PO uIaK-
TUYECKOE TTOBEICHNEe, MHIUBUIYaJIbHOE ITPaBO HA TECTUPO-
BaHUE U OTCYTCTBHUE Bpea MpU TecTupoBaHuu [12].

Hpyroe uccienoBaHue ¢ y4acTUEM POIUTENICH Jie-
Teil ¢ 3aepKKOM pa3BUTHSI IT0KA3aJI0, YTO OOJIBIITMHCTBO
13 HUX XOTEJIO OBl ITOJIyYaTh BCE Pe3yIbTaThl, B TOM YKC-
Jie ¢ HeonpeAeJeHHbIMM ITOCJICACTBUSIMM WJIU 03 KITMHM -
YECKOIo 3HaYeHUs, 0OOCHOBBIBASI JTUYHOI IT0JI€3HOCTHIO
U YMEHUEM CITPaBISIThCS ¢ HEOTpeAeAeHHOCThIO [13].

[Tony4yeHHBIE HAMU JaHHBIE TTOKA3bIBAIOT, YTO B CJIyJae
3a00JIeBaHUIi C HETIOJTHO MTEHETPAHTHOCTHIO HEOOXOIMMO
YUUTBIBaTh CyOBEKTUBHYIO OLIEHKY prcka. Ha oLleHKy pu-
cKa 3a00JIeBaHUST MOXKET BIUSTD st (DaKTOPOB: TIPOIILIBIIA
OITBIT, OKPYKEHUE, PO ACATSIHLHOCTH, YPOBHU CTpEC-
ca u 6ecrokoiicTBa u ap. Psig viccienoBareneit oopaiaer
BHUMaHUe Ha TO, YTO JIIOJAU UCIIBITHIBAIOT TPYAHOCTH B TTO-
HUMaHMU YUCTIEHHOTO pucka [14]. AHanu3 olleHKU pucka
633 XeHIIMHAMU B Bo3pacTe oT 35 mo 40 JieT rmokasa, 4To
OHM TpaBUJIbHEE OLIEHUBAIOT PUCKU, BbIPA’KEHHBIE B I10-
KazaTesIsiX (YpPOBEeHb 3a00J1eBa€MOCTH Ha eIMHUILY HaceJle-
Hus (00b1yHO Ha 1000 yenoBeK), ueM B AOJISIX (HampuMep,
1 u3 384) [15]. B r1yOMHHBIX MHTEPBbIO XKEHILIMHBI OTME-
YaJiv, 4YTO HU3KUI pUCK (KOTOPBIN OLIEHUBAJICS IT0-pa3-
HOMY) TOBJIEYET 3a COOOM «IUIITHEe 3HAHUE» 1 U3JTUIITHEE
oecnokoiicTBo. 111 6osiee r1y0oOKOro nmoHUMaHus ¢ak-
TOPOB, BJIUSIONIMX Ha OLIEHKY PUCKa, B TOM YUCJIE B paM-
KaX MEIUKO-TeHETUIECKOTO KOHCYJIbTUPOBAHUS, HY>KHBI
JaJbHEHIIe UCCIIeI0BaHMSI.

Kak mokaswiBaeT ucciaemoBaHue R. Chapman
C COaBT., TEHETUYECKUE 3HAHUS CBSI3aHbI C OTHOLLIEHHEM
moneit Kk reHetuke. Hampumep, Te, KTo 061aaeT 00JIbLIN-
MM TeHETMYECKUMU 3HAaHUSIMU, B CpeTHEM 00Jiee CKIIOHHBI
WICIIOJIb30BaTh UX JIUISI YIIPABJIECHUSI CBOUM JIMYHBIM 310PO-
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BbeM [16]. CormacHo Sturgis P. ¢ coaBT., HaydHBIe 3HaHUS
WUTPAIOT BaXkKHYIO POJIb B OIPeNeIeHUM UHIUBUIYaTbHOTO
M TPYIIIOBOTO OTHOIIEHHUSI K TeHeTUKE KaK HayKe, HO I~
POKO pacipocTpaHeHHasl B UCCASIOBAaHUSIX HAyKU U TEX-
HOJIOTU «MOJENTb AeDULINTA» HEe BITOJHE MOAXOINT ISt
atoit obsactu [17]. JIydiiass ocBeIOMIEHHOCTb O TeHETH -
K€ MOJIOXKUTEJIbHO BIUSIET Ha 0OJ00pEeHUE TeHETUIECKUX
TexHoJoruii [18] u Ha moAAepKKY TeHETUUECKOTO TeCTU-
poBaHus [19]. Ham pe3yabTaThl NOATBEPXKIAIOT TaHHbIE
JIPYIUX UCCIIe0BaHUI OTHOCUTEIbHO BIUSIHUS HayYHOU
IrPaMOTHOCTH U MHTEpeca K HOBBIM TEXHOJIOTHSIM Ha OTHO-
LIEHHUEe K TeHETUYECKUM TeXHOJIOTUsIM. BbICOKMIT mHTEpec
K TECTMPOBAHUIO CPEIU OMPOIIEHHBIX COOTHOCUTCS C BbI-
COKUM JOBEPUEM HayYHBIM 3HAHUSIM B 00JIACTH MEIUIIMH-
CKOM T€HETUKHU, UHTEPECOM K TOCTMKEHUAM U OTKPBITH -
SIMU B 00JIaCTU HayKW Y TEXHOJIOTUIA.

3ak/oyeHmne

CoueTaHne Ka4eCTBEHHBIX ¥ KOJIMIECTBEHHBIX METO-
JIOB TIO3BOJIMJIO TIOJIYUNTh KOMIUIEKCHOE TIpEACTaBICHHUE
00 OTHOIIICHUM MaTepeil HOBOPOXKICHHBIX K TePCIIeK-
THBaM ¥ BO3MOXXHBIM IIpO0OJIeMaM BHEAPEHUS IIPOrpaMM
HEOHATaJIbHOTO TEHETUYECKOTO TECTUPOBAHMS Ha OCHO-
Be NGS-texHomoruii. Pe3ynpratel ucciaegoBaHus ITOKa-
3BIBAIOT, UTO MHTEPEC K TECTUPOBAHUIO CPEAU OIPOIICH-
HBIX BBICOKHIA, OH CBSI3aH C BBICOKMM JIOBEpHEM HayUHBIM
3HAHUSIM B 00JIACTH MEIUIIMHCKOM TeHETUKI, MTHTEPECOM
K IOCTVKEHUSM M OTKPBITUSIM B 00JIaCTU HAYKH U TEXHO-
JIoTHii. PeCTIOHIEHTHI B OOJIBITMHCTBE CBOEM ITPEICTABISI-
JIA TPYIIITY MOJIOAEKU, KOTOPAs MCITOIb3yeT HOBBIC TEXHO-
JIOTUM B OOJIBINEH CTETICHN, YeM JIFOIM IPYTMX BO3PACTHBIX
rpymir. OTCyTCTBUE COOCTBEHHOTO OITBITAa TCHETUIECKOTO
TECTUPOBAHMS WJIM K€ OTBITA OJM3KUX POICTBEHHUKOB
HE CTaJIo MPETSITCTBUEM IIJIST IPUHSITHS PEIICHUS B OTHO-
IIeHUU TeCTUPOBAHUS peOCeHKa, IIPU 3TOM 00JIee MOJIO-
BUHBI XXCHIINH OTBETUJIN, YTO 3TO OBLIO CAMOCTOSITEIIb-
HOE pelIeHue.

BeposTHO, mporpaMMBbl TeHETUIECKOTO TECTUPOBAHMUS
B paHHEM BO3pacTe CTaHYT B OYAyIIIeM OTHUM 13 (DaKTO-
POB M3MEHEHMS TIPEACTABICHUI O TeHeTUYECKOM MH(DOP-
MalliM, KaK o cyryoo mepcoHanbHoi. O eé ceMeitHOM xa-
pakTepe 3aayMbIBAJIMCh B MCCICIOBAaHUY IaJICKO HE BCE
MaTepM: MpaKTUYECKM Kaxaas IsTasi OTBETUJIA, YTO U3-
MEHWIA OBl CBOC peIlleHWe 00 yJ4acTUU B TEHETUUECKOM
TeCTUPOBAHWH, CJIU OBl 3HAJIa, YTO TCHETUIECKOE TECTH -
pOBaHME TTO3BOJIUT BHISIBUTH BO3MOXKHEBIE TTPOOJIEMBI C €€
300poBbeM. Ha 3ToT acnekT BaxkHO oOpalllaTh BHUMaHUeE
B OYIYIIMX MIPOCKTaX, OOBSICHSS 3HAYMMOCTD MOJIyICH-
HBIX JAaHHBIX KaK UL KOHKPETHOTO MallieHTa — TeCTUPY-
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€MOT0, TaK ¥ JUIs KPOBHBIX POJICTBEHHUKOB. B miporpam-
Max HeOHATaJIbHOTO CKPMHUHTA 3Ta MH(MOPMAIIUS MOXET
MPEACTABIISITH OCOOBIII MHTEPEC B KOHTEKCTE PEIPOMYK-
THUBHBIX IIJIAHOB CEMbH.

OxujgaeMo, 4YTo Mpu BEIOOpe 3a0oyieBaHUll, O KOTO-
PBIX PECTIOHEHTHI XOTeJIU Obl 3HATh, OOJIBITUHCTBO BbI-
OpaJio 3a00JIeBaHUsI C BBICOKMM PUCKOM IUIsT peOeHKa,
HO 0OJIbIIIE TTOJTOBUHBI YOSXKIEHBI, YTO O 3a00JIeBAHUSIX
CO CPEIHUM PUCKOM TaKXe HeoOXOoauMo MH(MOPMUPO-
BaTh. YUMUTHIBasl, UTO MH(pOpMalMs Obljla 1aHa B 001Le
(opme, Ha HaII B3MJISI, TPEOYIOTCS dabHEUINE UCCIIe-
JIOBAHUS TOTO, KaK MH(POPMHUPOBATh O TeX WU UHBIX 3a-
00JIeBaHUSIX M KAKMMU TOJDKHBI OBITh KPUTEPUU BbIOOpa
(TIeHeTPaHTHOCTD, HAIMYKe JIedeHUs U 1p.). O4eBUIHO,
YTO 3TOT BOTIPOC IOJIKEH MPENBAPUTEIBHO 00CYXKIaTh-
csl OKCIEepTaMM, a TECTUPYEMbIii IPUHUMATh pellleHNe,
OPUEHTHUPYSICh Ha COTJIaCOBAaHHBIE CITeIIMaJIMCTaMM T1a-
pamMeTpbl. TakxKe majabHeHIIMX UCCAen0BaHUN TpeOy-
€T OlleHKa pucKa MPUMEHUTEIbHO K KOHKPETHBIM 3a-
00JIeBaHUSIM, YTO MO3BOJUT MPUMEHSTh JOCTHXEHUS
T€HETUKU HE TOJbKO IJISI AMArHOCTUKMU U MpoduIak-
TUKU, HO Y JUIS TUNTAHUPOBaHUS ceMbH. boJbias yacThb
OMPOIIEHHBIX MTpoxuBana B MockBe 1 MOCKOBCKOI1 00-
JIaCTH, YTO HE TO3BOJISIET OMHO3HAYHO 3KCTPAIIOJIMPO-
BaTh HEKOTOPBIE PEe3yJIbTaThl UCCAEI0BAHUS Ha BCE pe-
TMOHBI CTPAHBI.
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