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Lle}'lb nccnenoBaHMA: BbIABUTb 3TUHECKNE I'Ip06l'IEMbI, BO3HMKaoLWme B npouecce MeANKO-reHETUYECKOIro KOHCYJIbTUPOBaHMA NPn
NCMOJIb30BaHNN COBPEMEHHbIX METOAOB reHEeTUYECKOIro TeCTUPOBaHNA (I'IO]'IHOFeHOMHbIVI aHanus, paCLIJI/IpEHHbIIZ CKPUHWHI HOCK-
Tenen MyTaLII/IVI). ﬂﬂﬂ nccnenoBaHmMA 6bina pa3pa60TaHa aHKeTa, No3BoNAKLWand OUeHUTb COU,VIaTIbHO-ﬂ,eMOFpad)VI“IeCKVIe n npo¢ec—
C/OHAJIbHbIE XapPaKTEPUCTUKN BPalda 1 cofeprKalllad BOMPOChbl N CUTYalOHHbIE€ 3aAa4 MO OCHOBHbIM 3TUYECKM npo6nemaM. B
AHKETUPOBAHNN NMPUHANO yYacTne 30 cneynanncToB pa3sHbIX CI'IeLlI/IaJ'IbHOCTeVI, CBA3aHHbIX C Mep,VILlI/IHCKOI?I reHeTUKON. anI Ha3Ha-
YEHUWN reHeTNnYeCKNX TeCTOB Bpadam 6bl/10 BaXKHO MOMOYb Cynpy»eckum napam MmMeTb 340P0BbIX ﬂ,ETeVI. bonblwmnHcTBO pecnoHaeH-
TOB CHUTaNN, YTO AO BCTYNNEHNA B 6paK OTBETCTBEHHDIE JTIOAN OOJTXKHbI 3HATb, HE ABJTAKOTCA JIN OHU NN NX MapPTHEPblI HOCUTENAMUN
MyTaLI,VII;I, npnBoAALNX K HaC1eACTBEHHbIM 3a6OHEBaHl/IF|M, KOTOpble MOTYT ObITb nepenaHbl AeTAM. Take 60nblLUan YacTb pecnoH-
AEHTOB BblCKa3aJla corjlacne C HEO6XO£|VIMOCTbIO 0b6s3aTenbHOro CKPUHMHIa Ha HOCUTENTbCTBO MyTaLI,I/IVI Hambonee 4acTbIX MOHO-
reHHbIX 3a60N1eBaHNIA U HEOHATaNIbHOTO CKPpUHWHIa Ha MI/IO,D,VICTpOd)VI}O ,D,IOUJeHHa 1 CMHANbHYIO MblLLEYHYIO anOd)I/IIO. Kpome TOro,
cneynanncTbl nogaepKmnBatot HeO6XO,qMMOCTb CO34aHNA 3TUYECKOro Koagekca Bpaqeﬁ-FEHETVIKOB. B OaHHOM NUJIOTHOM nccneno-
BaHWY ObINN BbiAAB/IEHbl OCHOBHbIE BEKTOPbI 3TUYECKNX np06neM caneymnannctos Mmegnko-reHeTn4yeckoro I'IpOCI)I/Iﬂﬂ, KOTOpble Tpe-
6y}OT yrny6J1eHHoro n3yyeHuma B nociegyrowmnx 60ree MacCLUTabHbIX nccnengoBaHMAX.
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The study aim was to identify ethical problems arising in the process of genetic counseling while using modern methods of genetic
testing (WGS, extended carrier screening). A special questionnaire was developed to assess the ethical dilemmas and attitudes of
doctors working in the field of medical genetics. The questionnaire consists of 28 complex questions and contains a general part
that allows you to evaluate the socio-demographic and professional characteristics of the doctor. The survey was attended by 30
specialists. For doctors it was important to help married couples have healthy children while prescribing genetic tests. The major-
ity of the respondents believed that before marriage, responsible people should know if they or their partners are carriers of muta-
tions that lead to inherited diseases that can be passed on to children. Also, most of the respondents agreed with the need for
mandatory screening for the carriage of mutations in the most common monogenic diseases and neonatal screening for Duch-
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enne muscular dystrophy and spinal muscular atrophy. In addition, experts support the creation of an ethical codex for geneticists.
In this pilot study, the main vectors of ethical problems of medical and genetic specialists were identified, which require in-depth

study in subsequent larger studies.
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BBepgeHume

OSIBJIEHME HOBBIX TEXHOJIOTUI TEHOMHOTO aHAJI3a B
KJIMHUYECKOW MTPAKTUKE BHOBb BBI3BAJIO aKTUBHOE
00cy>XIIeHNe STUYECKUX MTpodsieM. Bo-nepBhIx, 310
CBSI3aHO C BO3POCIHINM OOBbEMOM TeHETUUYECKOI MH(hOpMa-
11K 00 00CTIEMyeMbIX JIIOISIX, KOTOPasi OKa3bIBAETCS B PACIIO-
PSDKEHUM Bpaya WM UCCIIeNOBATENs, U3-3a YETO HE TOJbKO
BO3HUKAIOT MPOOJeMbI MHTEPIIPETALIUY 3TOW UH(DOpMauu
JUTSL KITMHUYECKUX 1IeJIel, HO U BO3pacTaeT PUCK MPUYUHE-
HUS Bpeaa YeJI0BEeKy WIK ero POACTBEHHUKaM. Bo-BTOpBIX,
TEHETUYECKOE TECTUPOBAHUE TTPOBOIUTCS BCe OOIbIIEMY
yucny mozaeii. Eciu panbiiie ¢ npobiemMaMu, BO3HUKAIOII -
MU TIPU TEHETUYECKOM TECTUPOBAHUU, CTAIKUBAJIIOCH OTHO-
CUTEJIbHO HEOOJbIIOE YMCIIO CEMEN C HACAeICTBEHHbIMU
WY MPEANOI0XKUTEIbHO HACIEICTBEHHBIMU 3a00JI€BaHM S -
MM, KOTOPbIE TPOXOJUIN OOCIIEIOBAHKE [Tl YCTAHOBJICHUS
TOYHOTO TMAarHO3a, ONPENEICHUS PUCKA €T0 TIOBTOPEHUS U
onpeaeeHrs TAKTUKY JIeYeHUs U POodUIaKTUKHU, TO B Ha-
CTOsIIIee BpeMsI C paCIIMPeHUEM CKPUHIUHTOBBIX TTPOTPaMM
C WCTOJIb30BAHUEM TEXHOJIOTUI TEHETUYECKOTO TECTUPO-
BaHUS C TAKUMU MTpoOIeMaMul CTAIKABAIOTCS JIIO[IU, B Ce-
MBbSIX KOTOPBIX paHee He ObLIO HACEICTBEHHOM MaTOJIOTUH.
B cBs13u ¢ yBeMUeHUEM TEXHUYECKUX BOZMOXKHOCTEN
TEeHETUYECKOTo 00C/IeIOBaHMS, B YACTHOCTHU BCe DoJiee ya-
CTBIM UCITOTb30BAaHUEM TTOJTHOTEHOMHOTO/TIOJTHO9K30M -
HOTO TECTUPOBAHUSI, BO3PACTAET BEPOSITHOCTH BTOPUY-
HBIX CTyYallHBIX HAXOA0K B TEHOME MaIlMEHTOB (ITaTOreH-
HBIX BApUaHTOB nocienaoBaresbHocTH JIHK, He cBSI3aHHBIX
C IEPBOHAYAJIBHOM LIEJIbIO TECTUPOBAHUS, KOTOPBIE MOTYT
WMETb KIIMHUYECKOE 3HAYEHUE ), TTOSIBIISIETCS BO3MOXHOCTD
BBISIBJICHUS IATOT€HHBIX MYTALIUI MPU TECTUPOBAHUY 3/10-
POBBIX JIONIEH. B aTOI CBA3U sKcnepTaMu 00CYXKIaOTCs
npo0seMbl MOKAa3aHUM K TEHOMHOMY TECTUPOBAHUIO, BO-
MPOCHI TH(POPMUPOBAHHOTO COTJIACHSI, COOOIIIEHNsI/HE CO-
OOIIeHNS MALIMEHTY UH(MOPMALIMU O BTOPUYHBIX HAXO/-
Kax, CJIEAyeT JIU MPOBOJUTH TEHETUYECKOE TECTUPOBAHUE
3[I0POBBIX JIIOAEH 7151 BHISIBJIEHUS] TATOTEHHBIX MyTallUi,
KOTOPbIE MOTYT MPUBECTU K KypaOeJIbHBIM HACJIEICTBEH-
HBIM 3200JIEBAHUSIM, TIPOBOAUTD JIM aHATU3 TEHOMA BCEM
HOBOPOXAEHHBIM, CKDUHUPOBATH JIX CYNIPYTOB HA HOCU-

TEJIbCTBO MYTALIMH, MPUBOISAIINX K YACTBIM PELIECCUBHBIM
3a00J1eBaHUSIM U T.1.

B 2013 r. AMepuKaHCKO# KOJUIeTuei MeIUIIMHCKOMI
reHeTUku ¥ reHoMuku (ACMG) 6b1IM 0OHAPOIOBAHbI pe-
KOMEHIAIMK 10 COOOIIEHUIO TallieHTaM MH(OopMaluu
0 CIyJYaliHBIX HAaxOAKaX IPU MOJHOT€HOMHOM,/TIOJTHOK-
30MHOM T€CTUPOBAaHMU. ABTOPHI PyKOBOACTBA PEKOMEH-
JIOBaJIM COOOIIATh MallMeHTaM, KOTOPBbIM MPOBOIUIOCH
TeHOMHOE HCClIeoBaHue, MHGOPMAIIUIO O CAyYyailHbIX
HaxoJKaxX B 56 reHax, He CBSI3aHHBIX C IIEPBOHAYAIbHOM
11eJIbI0 00CIeIOBAHMS, €CIIM 3TH HAXOIKHY IIPUBOIST K U3-
MEHEHMIO TAKTUKY OKa3aHUSI MEAUIIMHCKOM ITOMOIIIM I1a-
LIMEHTY ¥ UMEIOTCSI METO/IbI JICUCHUS WU ITPOGUIAKTUKI
3200J1eBaHMsI, BBI3BAHHOT'O BBISIBICHHBIMU U3MEHEHUSIMU
JHK [1,2]. DT peKoMeHaauu no3:xe ObLIM OOHOBJIEHBDI,
U3MEHUJICS CITMCOK TeHOB, CAyJYaifHbIe HaXOIKU B KOTO-
PBIX PEKOMEHI0BaHO COOOIIATH MalueHTy [3].

OcHoBHag unes pekomeHaauuii EBponeiickoro ooiie-
ctBa reHetuku yesnoBeka (ESHG) mo aTomy Bompocy 3a-
KJII0YaeTCs B MHAVMBUIYaJIbHOM ITOIXOE U OLIEHKE OalaH-
ca MoJIb3bl U Bpeaa ik KOHKPeTHOTo raieHTa. EBporneii-
CKUe 9KCIEePThI CYUTAIOT MPEAMOYTUTETbHBIMU TAPTETHBIC
MMaHeu 1151 CCKBEHMPOBAHMSI HOBOTO TTOKOJICHHSI, YTOOBI
MMHUMU3UPOBATh Po0IeMy CcayJaitHbIX HaxomoK. Ho ec-
JIM CIydaiiHasi HaXolKa CBUIACTEIbCTBYET O MOTEHIINAb-
HOM Pa3BUTUU CEPLE3HOro 3a00JIeBaHUS Y O0CIEAYEMOTO
yeJIoBeKa JJM0O0 y ero OJIM3KMX POACTBEHHUKOB U IIPU 3TOM
BO3MOXHBI €To JIeYeHUe WX MpoduIakTiKa, HEOOXOIUMO
CoO0IIIaTh MAIMEHTY O TAKMX TeHETMUECKUX BapraHTax [4].

CrienajaucTbl, B OCHOBHOM, TOJOXUTEIbHO OTHO-
CSTCS K TIEPCIIeKTUBAM aHajIu3a FeHOMOB 310POBBIX JII0-
neit. B psime uccnenoBaHuil ObIIM MPUBEACHBI IPUMEDPHI
YCIELIHOM AMarHOCTUKU 3a00JieBaHUI UM MOBBIIIEH-
HOTO pUCKa pa3BUTHsI 3a001eBaHMIT IIPU TOJTHOTEHOMHOM
TecTupoBaHui [5, 6]. OmHAKO reHeTUYeCKoe TECTUPOBA-
HUE AeTeil Il BBIIBICHUS MyTalldil, IPUBOMSIIINX K 3a-
0oJIeBaHUSAM C TO3IHUM HavyaJioM, 00CyKaaeTcss 0cobo
B CBSI3U C IIpo0OJIeMaMu, CBSI3aHHBIMU C 3alIUTON peOeH-
Ka OT CTUTMAaTU3ALUU U TUCKPUMUHALINH, TIPABOM POJIM-
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Tejel Ha MHMOpMAaIIO O COCTOSIHUU €T0 310POBbS U T..
[1, 7]. ObcyxmaeMoe MoTeHIMaTbHOE UCIIOIb30BaHe Te-
HOMHOTO CEKBEHUPOBAaHWSI IJIsI CKpUHWHTA HOBOPOXKIICH -
HBIX JINIITb OCJTOKHSIET MHOTHE M3 3THX ITPO0JIeM 1 TTOIHM -
MaeT BOIPOCHI O COXpPAaHEHUU OTKPHITOTO OYAYIIEro Kax-
noro pedeHka [8,9].

MouJekysipHO-TeHETUYECKOe UCCefoBaHuEe 00pas-
oB JIHK 310poBbIX Jitoaelt ¢ UCIOJIb30BaHUEM TTOJTHOTe-
HOMHOTI'O CEKBEHUPOBAHUS HE PEKOMEHAYETCS, HO U He 3a-
npewaercs kKak ACMG, tak u ESHG [4,10], Tak kak Ha
CErojHsI TOUHasl J0Js1 JIOAeH, KOTOpble MOTYT MOJYYUTh
M0JIb3y OT TAKOTO 00CIeI0BaHMS ISl TPOPUIAKTUKYI WU
paHHEe! TNarHOCTUKM U JICUCHUSI, BCE CIIIE SIBJISICTCST HEO-
npeneseHHoi. MIMeloTcs1 JaHHBIE O TOM, YTO MpeHaTalb-
HO€ TeHOMHOE TeCTUPOBAHMWE 3HAYUTEJIbHO MPEBbIIIAET
10 3¢ (GHEeKTUBHOCTU CYILIECTBYIOLIME METOBI JOPOIOBOI
IVATHOCTUKU, Y, YIUTHIBAsI, 9TO ITOIXONBI K aHAJIN3Y U MH-
TepIIpeTaIlliN IMOJYICHHBIX JaHHBIX YIYJIIaloTCsI, BIIOJTHE
BEPOSITHO, UTO TAKOE TECTUPOBAHUE MOXKET B MEPCIIEKTUBE
MPEIOCTaBUTh BO3MOXKHOCTD CYITPYKECKIM TTapaM ITPUHM-
MaTh 0oJiee 0O0OCHOBAaHHbBIE PELICHUS O TEKYIIEH WU TT0-
cheaytomux 6epemeHHocTsx [11, 12]. OnHako BbICKa3biBa-
IOTCSI U OTTaCeHUSI B TOTEHIUATILHOM YCUJIEHUU KOHTPOJIST
HaJl peTTPOIYKTUBHBIMU PEIICHUSIMHU JTIOACH.

B Poccuiickoit @enepaliny yKe MPOBOIUINCH WC-
cJIeq0BaHUST ATUYECKUX MPOOJIeM MEAUKO-TeHeTUYECKO-
ro KoHcyJabTupoBaHus [13, 14], onHaKO, CTpEMUTEIbHBIN
MpOrpecc TEXHOJOTUI TEHOMHOTO aHaIu3a U COBPEMEH-
HbIC JOCTIKCHUS B TMarHOCTHUKE ¥ JICYCHUH HACIIEICTBEH -
HBIX 3200JI€BAaHUI CTABAT Iepel BpadaMy HOBBIE BOITPO-
cbl. Kpome Toro, B MpoOILLIbIX UCCIEI0BAHUSIX OMpallin-
BaJIMCh TOJIBKO BPAaYl-T€HETHKHN, HO B CBSI3M C TEM, UTO
TEXHOJOTHY MOJIEKYJISIPHO-TEHETUIECKON THarHOCTUKH
CTaJIi UCIOJIb30BaThCS IIMpe, MO pe3ybTaTaM reHeThYe-
CKMX UCCJIEIOBAaHUM 3a4acTylO TTPOBOIST KOHCYIbTallUK
CITeIINAJTACTHI IPYTHX MPOdUIICii — OHKOJIOTH, aKyIIephl-
TMHEKOJIOTH, PEMPOIYKTOJIOTH, KapAMOJIOTU, HEBPOJIO-
4 U T.0. JlaHHOE uccenoBaHue MO3BOJISIET OCYIIECTBUTD
MOHMTOPHHT B3IJISIIOB, KaK Bpadyeii-reHeTMKOB, TaK M Bpa-
yeii Ipyrux crneurajbHOCTe Ha OCHOBHbBIE TTPOOJIEMBI, UTO
Ba)KHO B CBSI3W C BHEIPEHUEM HOBBIX TEXHOJIOTHIA.

Ienb 7aHHOTO KCCJIEIOBAHUS: OLIEHUTh MHEHME Bpayeid,
KOTOpBbIE 0KAa3bIBAIOT MEIUIIMHCKYIO TOMOILIb CEMbSIM C Ha-
CJIeICTBEHHBIMU 3a00JIEBAHUSIMU WJIM TTOA03PEHMEM Ha
HUX, 00 3THYECKUX acTeKTaX MPaKTUIECKOTO TPUMEHEHMST
COBPEMEHHBIX TEXHOJIOTHI TeHETHUECKOTO TECTHPOBAHMSI.

Ma‘repvnanbl n metoabl

HccnenoBaHue NpoBOAUIOCH METOIOM aHKETUPO-
BaHUs. JIJIsI OLIEHKYU 3TUYECKUX TTPOOJIeM U OTHOIIEHUS
K HUM Bpayeil Obuta pazpaboTaHa aHKeTa U3 28 BOIIPOCOB,

KOTOpasi BKJIIoYaia psifi yTBEPXKACHUI U TUTTOTETUYECKUX
CUTyalluil B BUIE KJIMHWYECKUX 3aa4. Bompockl U Kin-
HUYECKUe CIydyau B OOJIbIIMHCTBE MPEAoaraiu OTBEThI
1o 5-3HauHoit mKaie JInkepra, Bapbupysl OT «ITOJTHOCThIO
HE COIIaceH» NI0 «ITOJTHOCTbhIO coriaceH». B muioTHOM uc-
cenoBaHUM MpUHsIK yyactue 30 Bpaueil pa3HbIX CIIELU-
aJIbHOCTEM, Ubsl IESITEIbHOCTD ObLIa CBsI3aHA C KOHCYJIb-
TUPOBaHUEM IMAllMEHTOB C HACAEICTBEHHOU MaTOJIOTH -
eil. I3 Hux Bpaueii-reHeTUKOoB 0bu10 17. CrienuajibHOCTU
OCTaJIbHBIX PECITOHJEHTOB ObUIM pacipeneeHbl ClIeay0-
UM 00pa3oM: Bpauyeil OMOXMMUKOB — 5, aKyllIepOB-TH-
HEKOJIOTOB — 4, Bpauell KIMHUYECKOM 1TabopaTOpHOM a1~
arHOoCTUKU — 2, oHKoJor — 1, HeBpoJor — 1.

P93y11 bTaTbl N OGCY)KAEH ne

HecMoTps Ha HeGOJIbIIIYIO BEIOOPKY MUJIOTHOTO MC-
CJIeOBaHMS YIAJIOCh BBISIBUTD PSII STUYECKUX ITPOOJIEM,
KOTOPBIX TPEOYIOT 0COO0T0 BHUMAaHUS M PACCMOTPEHUS
TIPY TIPOIOJIKEHUU UCCIIeTIOBAHMS.

1. OcHoBHbI€e LeW Bpayeii NP MeIUKO-TeHeTHIECKOM
KOHCYJIbTHPOBAHHUM.

Ha Bompoc aHKeThl 0 3HAYMMOCTH HEKOTOPBIX BO3-
MOXHBIX 3a/1a4 MEINKO-TeHETUIECKOTO KOHCYIbTUPOBa-
HUST BCE PECIIOHIEHTHI OTBETUJIN, YTO MPEAyIpeXIeHe
POXIEHUS AeTel C TEeHETUUYECKUMM 3a00JIeBAaHUSIMU TSI
HMX OYEHb MJIU Ype3BbIYATHO BasKHO, KaK M TIOMOIIb CY-
TIPYXKECKUM TIapaM B POXICHWU 3I0POBBIX AeTeil (Tadu. 1).
Cxoxue MpeACTaBAeHUS O LEISIX MEAUKO-TeHETUYECKOTO
KOHCYJIETUPOBAHUST OTMEYAIMCh BO MHOTMX CTpaHaX MoY-
i 30 et Hazan [15]. Hamu ObutM MoydYeHbl pe3yabTaThl,
yKa3bIBalolIKe Ha OMPeAeSIEHHYI0 eBITeHUUYECKYIO HalpaB-
JIEHHOCTb B3IJISIIOB Bpaveil. K HUM MOXXHO OTHECTH MpaK-
TUYECKU ENMHOAYIIIHOE COTJIacKe ¢ yTBepKaeHueM «Bax-
HOW 1IeJIbI0 MEIUITMHCKOM TeHETUKM SIBIISICTCS] CHYDKEHME
YucJia BpeTHBIX TEHOB B ITOMYJIIIMU» (Tadu. 2). [Tpu ormpo-
cax B 1992 . 1 B 2002 r. 0KOJIO MOJOBUHBI POCCUINCKHUX T'e-
HETHUKOB CYMTAJIA OYEHb BAXKHBIM CHUKEHUE YrCiia Bpel-
HBIX TEHOB B MonyJysuuu [13], a cmycTst mouTu nBa aecs-
TUJIETUST TOTOOHBIE B3IJISIIBI BHICKA3BIBAIOT ellle 0OJIbIIe
crneuuaaucToB. Tak, Terepb 6oJiee MOJTOBUHBI AaHKETUPY-
€MbIX B TOW WJIM UHOM CTENIEHU BBIPA3UJIM CBOE COTJIacUe
C JaHHBIM TIOJIOKEHUEM. DT Pe3yJIbTaThl MOTYT OBITh CBSI-
3aHBI C BKJIIFOUEHHMEM B OITpaIIMBaeMyIO IPYIIITY He TOJIbKO
Bpaueii-reHeTUKOB, HO U Bpadeii Ipyrux CrielinaibHOCTE.
JaHHbIli BOTIpoc OyaeT 6oJiee MogApOOHO paCCMOTPEH MPU
MPOAOJKEHU N UCCIEAOBAHMSI.

[TonoOHBIE MHEHMSI Bpaueilt MOTYT TPOTUBOPEUNTD O/~
HOMY U3 MPUHLIUIIOB MEAUKO-TEHETUYECKOTO KOHCYJIbTU-
pOBaHMS — HEMUPEKTUBHOCTHU. B TOM cityuae, Koraa Bpad
yOeXIeH B BaXKHOCTU MPEIyIPEXICHUS] POXKICHUS Je-
Tell C TeHeTUYECKUMU 3a00JIeBaHUSIMU, OH MOXKET TIpeIo-
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CTaBJISITh MALMEHTY MPEAB3ATYIO WM JaXe UCKAKEHHYIO
nHbOpMaIKIO, YTOOBI OKa3aTh BJWSIHUE Ha IMallUeHTa
1 cOpMUPOBATh Y HETO OMpPeNeeHHbII MaTTePH PEINpo-
JTYKTUBHOTO MTOBEICHUSI.

Eile omHUM acmekToM, OTpaxkaroluM TpeacTaBie-
HUS O LEJSIX MEIUKO-TeHETUYECKOTO KOHCYJIbTUPOBa-
HUS, CTaJIO corjlacue ¢ YTBepxKAeHUEM «/lo BCTyruieHUst
B OpaK OTBETCTBEHHBIE JIIOIU TOKHBI 3HATh, HE SIBJISIOT-
CS1 JIM OHU WIM UX MapTHEPbl HOCUTEISIMU T€HETUYECKUX
3a00JIeBaH1l, KOTOPbIE MOTYT OBITh TIepenaHbl ACTIM»
(Tadua. 2). KpoMe Toro, mosiBUjIach HOBasi TOUKa 3pCHMS,
KOTOpOW He ObUIO B MPEAbIIyIINX uccaenoBanusx. Eciau
paHee Y pOCCUICKMIA TEHETUKOB OTMeYaach CKJIOHHOCTh
K IUPEeKTUBHOMY KOHCYJIBTUPOBAHUIO CEMEN, TO Ha B Ha-
CTOSIIIIEM OIPOCe MTOKAa3aHO XeJlaHWe PerjlaMeHTUPOBATh
Ha rocyaapCTBEHHOM YPOBHE T'€HETUUYECKOe TeCTUPOBa-

HUE JUIST BBISIBJICHUS T€TePO3UTOTHBIX HOCUTEJICH B T10-
MyJISIIUA. BOJTBIIMHCTBO aHKETUPYEMBIX BHIPA3UJIO CBOE
corjacue ¢ TeM, 4to «[1paBUTEIbCTBO MOJKHO ClEIaTh
00s13aTe/IbHBIM TECTUPOBAHUE Ha FeTePO3UTOTHOE HOCU-
TEJIbCTBO F€HOB YaCThIX 3a00JIeBaHUI (HaIIpuMep, MyKO-
BHCIIMI03a) IO BCTYIUICHUs B Opak» (Tadu. 2). Y naHHBII
BOITPOC TTOIBOIUT HAC K CIIEAYIOIICH 3TUYECKON THAIEM-
Me, KOTopasi Oblia BbISIBIIEHA B JAHHOM UCCJICIOBAaHUM.

2. IToanep:KKa CKPMHMHTA HA TeTE€PO3UTOTHOE HOCH-
TeJbCTBO.

CoracHO TIOJlyYeHHBIM NTaHHBIM (Tadu. 3) Gosblast
YacTh Bpayell BbICKa3blBaJla COMIACUE HE TOJBKO C BHE-
JpeHreM 00513aTeJIbHOr0 CKPUHUHTA FeTepO3UTOTHOIO HO-
CUTEJIbCTBA MYTAllWil, IPUBOMSIINX K HACJIEACTBEHHBIM
3a00J1eBaHUSIM Y TOTOMKOB, IIJISI XKeJalolUX BCTYIUTD
B OpaK Ha MPaBUTEJbCTBEHHOM YPOBHE, HO U CO CKpHU-

Tabnuya 1
PacnpepeneHve oTBeTOB Bpaueil Ha BONPOChI 0 3HAYMMOCTN HEKOTOPbIX BO3MOKHbIX 3agay
MeANKO-TeHETNYECKOro KOHCYNIbTMPOBaHuA
YpesBblyaitHO OuyeHb 3HaYUM YMepeHHO Crerka CoBcem
3HAYUM 3HAYUM 3HAYUM He 3HAUYUM
[MpenyripenuTh poXxneHue neTeit ¢ reHe- 24 6 0 0 0
TUYECKUM 3200JIeBaHUEM
TToMoUb CYIpYyXeCKUM MapaM UMETh 310~ 2 8 0 0 0
POBBIX AeTE
TToMoYb JIIOASIM TTPUHSTD PELIEHNE O BbI- ) 10 9 6 3
6ope GpayHOro MapTHepa
YMEHBIIUTb YMCIIO HOCUTEJIEH B MOITy-
Y 6 8 9 4 3
TSN
Coepeub 0011IeCTBEHHbIE CPENICTBA 2 5 12 6 5
IIpumeuanue: B stueiikax Tabmuil 1-6 ykazaHO KOJTMYECTBO CIEIIMATUCTOB, OTMETUBIINX JaHHBIE OTBETHI.
Tabnuya 2
PacnpepeneHne oTBETOB Ha BONPOCHI, NpeAHa3sHa4YeHHble 1A BbIAB/IEHNA B3MAQ0B CNELNanncToB No pAay yTBepKAeHUn
[TonHOCTBIO CornaceH Hu cornacen, He corna- PemmmrenbHO
corJIaceH HU HE COTJIaceH ceH He coriaceH
1. 1o BcTyIuieHMsI B Gpak OTBETCTBECHHBIE JIIOIU
TTOJDKHBI 3HATD, HE SIBJISTFOTCST JTU OHU MJTU UX Iap- 2 5 ) | 0
THEPBI HOCUTEJISIMA TeHETUIECKUX 3200 IeBaHUI,
KOTOPBIE MOTYT OBITh ITePEIaHbI ACTIM
2. [Ipoiias TecTUpOBaHKE, NALIMEHThI TOJXKHbI 1 9 3 1 1
MMeTb IPaBO HE 3HATh PE3YJIbTaThl
3. BaxHO¥ 1171610 TeHETUYECKOTO KOHCYIBTUPO-
BaHUS SIBJISIETCSI CHUKEHUE YMCIa BPEIHbIX TEHOB 5 13 7 4 1
B MOMNYJISILIUKA
4. IpaBUTEIBLCTBO MOJIKHO CHEIaTh 00s13aTeIbHBIM
TECTUPOBAHMUE Ha TETEPO3UTOTHOE HOCUTEIBCTBO I'e- 1 2 5 | |
HOB YaCThIX 3a00JIeBaHUI (HAllpuMep, MyKOBUCLIM-
1103a) 0 BCTYIUICHUS B Opak
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HUHIOM Ha HOCHUTEJbCTBO MyTaluil B reHe CFTR npyrux
TPYIII HACEJIEHMS.

IpakTuka BBeeHMsT 00sI3aTEIbHOTO CKPMHUHTA Ha HO-
CUTEJILCTBO TIepe/l BCTYIUIEHHEM B Opak yXe MMesia MecTo
B pa3HbIX cTpaHax. Tak, HarpruMep, B HEKOTOPHIX CTpaHax,
Bkiovast Mpan, CaynoBckyro ApaButo, [TanecTuHckue Tep-
putopuu 1 Kunp, 1eiicTBoBaI 3aKOHBI, COTJIACHO KOTOPBIM
JOOPAaYHBI CKPUHUHT Ha TeMOTTIOOMHOTIATUY SIBJISIETCS 00T~
3aTeJIbHBIM JIJIST BCEX T1ap, TIPEXkKIe YeM OHU ToJTyJaroT pas-
peleHre Ha BCTyIUIeHUe B Opak [16]. Takue conyaabHbIe
YCTAaHOBKM OBLIM CBSI3aHBI C BBICOKOI YaCTOTOI HOCHUTEITh-
CTBa reMOIJIOOMHONIATHIA B JAaHHBIX perioHax. TeM He Me-
Hee, BBeJIeHHE 00s13aTeIbHOTO CKPMHMHTA Ha TOCYIapCTBEH-
HOM YPOBHE TTOHUMAET BaXKHbIE 3TMUECKIE BOIIPOCHI O BO3-
MOXKHOM HapyIlleHU! CBOOOIBI BEIOOpA KaxKIIOi TMUHOCTH.
UYro KacaeTcst MccieIoBaHUi Ha HOCUTETCTBO MYKOBHUCIIM-
11032, B Pa3BUTHIX CTpaHaX MPEIIOKeHNE O TECTUPOBAHUM
HOCHUT peKOMEH/IaTeIbHBII, HO He 00s13aTe/IbHBII XapakTep.
B CHIA naHHoe uccaenoBaHye MpejiaraeTcs JMaM perpo-
JYKTHBHOTO BO3pacTa BHE 3aBUCMMOCTH OT CEMEIHOTO aHaM-
Hesa [17]. B cBoto ouepenn, EBporneiickoe 0011ecTBO 1Mo My-
KOBHCLIMIO3Y OCTABJISIET PEIeHUEe O TIPOBEICHUH CKPUHUH-
ra Ha HOCUTEIbCTBO Ha YCMOTPEHUE OTAEIbHbIX CTpaH [18].

OO6cyxkIeHue paclliMpeHHOIo CKpYMHUHTIA Ha HOCUTETb-
CTBO MYTallMii, HECMOTPsI Ha TUIECKYIO0 HEOTHO3HAYHOCTD,
MOCTENIEHHO HabupaeT 060POTHI U B MEPCHEKTUBE TAKOE
TECTUPOBAHUE MOXET MPENIaraTbCsl KakKIOMy YEIOBEKY.
IIpennonaraercst, 4To B pe3yIbTaTe TAKOTO OOCIEIOBAHMS
CYIIPYKECKHE TTapbl OyayT Mpruoerath K TOMOIIM BCIIOMO-
raTeJIbHBIX PEMPOMYKTUBHBIX TEXHOJIOTHH C JOMMITIaHTA-
IIMOHHOM TeHeTUIECKOI TMAarHOCTUKOM, YTOOBI N30eKaTh
poxaeHust 6oyibHOTroO pedeHka. M naxke HECMOTpsI Ha TO, YTO
MOI00HOE pellieHre TTPUHUMAETCST POAUTEIISIMU, CYILIECTBY-
€T OIMaCHOCTh OKa3aHWsI Ha HUX JaBJIEHUS TIPY 3TOM BbI-
Oope, a TakXKe MPOBEACHUS CeJEKLIMA SMOPUOHOB, YTOObI
MPENOTBPATUTD Tepeaady MoTOMKaM TeHETUUECKUX Bapy-
AHTOB C HU3KOM MEHETPAHTHOCTHIO MJIW HEOTIPEIeICHHBIM
KJIMHUYEeCKUM 3HauyeHueM. Bee 3To MoKeT MprHeCTH Tarm-
€HTaM U3JIUIIHIOI TPEBOTY U MaTepUalibHbIe 3aTpaThl [ 19].

3. I'enomMHOEe TecTHMpPOBAaHME U NMPABA HECOBEPLIEHHO-
JIETHUX.

Hcronb3oBaHue TECTUPOBAHMS TeHOMa/3K30Ma HO-
BOPOKJIEHHBIX, IeTEW ¥ MOAPOCTKOB TMOIHUMAET BOITPOC

0 COXpaHEHUM OTKPHITOrO OYIYIIEro Kaxaoro pedbeHka.
Ecnu B3pocCIblii 4eI0BEK MOXET B3BECUTh BCE 3a M TPO-
THB TIOCJIEe TIOJTyYeHUs] MH(POPMAIIMKU O MPEeUMYIIeCTBaXx,
pUCKaX M TEXHOJOTMYECKMX OCOOEHHOCTSIX MPOLIeTypPhI
TeHETMYECKOTO TECTUPOBAHUS, U 1aTh CBOE€ MH(MOPMUPO-
BaHHOE COIJIacHe Ha ITPOBEICHME UCCIIEIOBaHMsI, TO HECO-
BEpILIEHHOJIETHUE TAKOM BO3MOXHOCTH JIMIIeHbI. HekoTo-
phI€ CITELIMAIMCTHI CYUTAIOT, YTO Pa3yMHEe OTJIOXUTD Te-
CTUpPOBaHUE, €CJIM OHO HEe TIPUHECET HEIOCPEICTBEHHOM
TTOJTb3bI PeOCHKY WJIU IMTOAPOCTKY, 0 TeX Top, TToKa pede-
HOK CaM He CMOXET M3bSIBUTh CBOE XKeJIaHUe Ha IMPOXOXK-
JIEHNE TeHETUIECKHX TECTOB IMOCTIEe TOCTUKEHMS I0PUIM -
yeckoro copepuieHHosieTus [20]. B pykoBoacTBax 3apy-
OeXXHBIX TPOdEeCCUOHATBLHBIX OPTaHM3AIINIA 110 TTOBOILY
TECTUPOBAaHUsI HECOBEPIIEHHOJIETHUX Ha HOCUTEIHCTBO
TaTOTeHHBIX MYTAIIMi1 BBICKA3bIBAIOTCSI pa3HbIE TOYKH 3pe-
HUST: OOJIBITMHCTBO HE 3allpeniaeT Mogo0HYI0 TPaKTUKY,
HO U He nonaepxxuBaeT ee. Tak AMepuKkaHcKas Accolua-
us [ennatpoB (AAP) u ACMG He omo0psIIoT IJIaHOBOE
TECTUPOBaHME Ha HOCUTEILCTBO (KOT/IAa CTaTyC HOCUTEIb-
CTBa He UMeeT METUIIMHCKOM 3HAYMOCTH) Y HECOBEPIIICH-
HosieTHMX. [laHHast peKOMeHIaIus OblIa TIpUHSITA IS 3a-
IIIUTHl aBTOHOMMU HECOBEPIIICHHOJIETHETO, KOTOPBI CMO-
KET CIeIaTh OCO3HAHHBIN BBIOOD MOC/IE TOCTYKEHUST UM
cosepiieHHoseTus [21]. [TogoOHOro MHEHUSI TPUACPKU-
Baetcsa 1 ESHG [22], B oT/iMune OT OTHOIIEHUS K TeCTU-
POBaHMIO Ha HOCUTEJIBCTBO Y B3POCIIBIX JIIONIE, KOTOPOE
MPaKTUKYETCsI YK€ MHOTO JIET M1 PEKOMEHIYeTCSI MHOTH -
MU opraHuzanusamu [23—25].

B pesysibrarax Haiero ucciaenoBaHUs MPaKTUIeCKU
BCE BpayM BBICTYITWJIM 32 TECTUPOBAHKME HOBOPOXIEH-
HBIX Ha HOCUTEILCTBO MYyTalllii MyKOBUCIIMI03a (Ta0M. 3),
U TOYTH ToJioBrMHa Bpayveii (13 u3 30) BbicKa3aia corjia-
cHe C MPOBeJIeHNEM UCCIIe0BaHNSI HA HOCUTEIBCTBO MY-
TallMii, B TOM YMCJIe BHI3BIBAIOIINX 3a00JIEBaHUS C TIO3]I-
HUM HavaJIoM M OTCYTCTBUEM 3(POEKTUBHBIX Mep Jieue-
HUS U IpoduIakTuku, netsam ao 13 get. [loytu cTonbKo
e crietanauctoB (11 13 30) cornacuiarch ¢ TECTUPOBAHU-
eM ToapocTkoB 13—17 ner.

B kauecTBe nmprMepa B aHKeTe ObLIY ITPUBEIEHEI ClIe-
nyrouye 3aboneBaHus: xopes 'entunrrona (XIN), Hacnen-
CcTBeHHbIe OHKoJornueckue cuHapomel (HOC) u cemeii-
Has runepxosiectepuHeMusi (CI'XC). bonbImHCTBO crie-

Tabnuya 3

Tpynnbl HaceneHns, KOTOPbIM HEOGXO0AMMO NpefnaraTb TeCTUPOBaHME Ha HOCUTENIbCTBO MYKOBMCLMA03a, MO MHEHUI0 Bpavei

Komy nomkeH ObITh HoBopoxkneHHbIM Jlunam, xenato- bepemeHHBIM Jluuam, UMeIoIM HaMepeHue
TIPEUIOXEH TeCT LIMM UMETb eTei JKEHILIMHAM BCTYIUTD B Opak
Ha 27 23 20 19
Her 3 7 10 11

MEONUNHCKAA TEHETUKA. 2020. N211

43



OPUT'MHAJIbHbBIE UCCZIEAOBAHUA

LUATUCTOB (Ta0J1. 4) BEICTYIIWIIN 32 paHHEE TECTUPOBAHKE
1O XeJaHWI0 POAUTEIeil BCceX MepeuyrcaeHHbIX 3a001e-
BaHUU U 32 TO, YTO PeOEHOK MOIKEH y3HATh O pe3ysibTa-
Tax UCCIEIOBAHUSIM IOCE TOCTUXKEHUS I0PUINYECKOTO
coBepuieHHoJeTUs. Beioop nHdopMupoBaHus pedbeHka
rnocJjie IPUANIECKOr0 COBEPIIIEHHOIETHSI 0OOCHOBBIBA-
JIU TEM, YTO «JIETSIM OECITOIe3HO 3HATh O JAaHHBIX 3a00J1e-
BaHMUSIX» U UTO «JIETU JOJDKHBI CO3PETh Mepel MPUHITUEM
pe3yabTatoB». MHEeHUE, 4TO peOEHOK He NOIKEH 3HaTh
0 pe3yJabTaTax BooOIIe, OOBSICHSIIM HeXeJTaHUEM paccKa-
3bIBaTh O JAHHBIX 3a00JICBAHUSIX ETSIM.

B 3apy0GexxHoii mpakTuKe TOKIMHUYECKOE UCCIIeN0Ba-
Hue Ha XI' He TPOBOAUTCS ACTSIM U ToApocTKam. Bapociabim
JIOASIM TaXKe TIPU BBICOKOM PUCKE YHACIeTOBAHUSI MaTOJIO-
TMYECKOTO aJUIeJIsl TECTUPOBAHUE PEKOMEHIYETCS TPOBOIUTH
TOJIBKO MOCJIe KOHCY/IbTAIlU TICUXOJIOTa C OLIEHKOM CyUIIn-
JAJIbHOU TOTOBHOCTU U TIPU TTOC/IEAYIONIEH CUX0I0TYe-
CKOM mofaepkKe MalueHTa Mpy MoJ0KUTETbHOM pe3yibTa-
Te [26]. ITpy 3TOM camy NALIMEHTHI HEPEIKO OTKA3bIBAIOTCS
OT JOKJIMHUYECKOTO TECTUPOBAaHUSI, OTMEYasi TSDKECTh Ope-
MEHU 3HAHUSI PU OTCYTCTBUU 3D hEeKTUBHOTO JeueHus [27].

Bpauu BbIpasuin equHOIIaCHOE MHEHUE, YTO MpU
BO3MOXHOCTH 3(D(HEKTUBHOTO JIeYEHUST WU TTpoduIak-

TUKM 3a00JIeBaHUS Jaxe B IPYTroil cTpaHe HEOOXOAUMO
MPOUHMOPMUPOBATH POAUTENEH O pe3yJbTaTax UCCIen0-
BaHUSI UX IeTei 1 BO3MOXKHOCTSIX JieueHMsI. Tak ke 60J1b-
IIUHCTBO CMELMATUCTOB YBEPEHBI, UTO PEOCHOK JOKEH
Y3HATh Pe3yJIbTaThl CBOETO TEHETUYECKOTO UCCIeA0BAHUS
MocJjie JOCTUKEHUS I0PUINYECKOTO COBEPIICHHOIECTHUS.
[Monpo6HbIe OTBETH OTOOPaKEHBI B TAOM. 5.

Bomnpoc o mporHocTuyecKkoM TECTUPOBAHUU HECO-
BEPIIEHHOJETHUX Ha 3a00JieBaHUS, pa3BUBAIOIIUECS
BO B3pOCJIOM BO3pacTe, HE pa3 MOAHUMAJICST BO MHOTHX
pykoBoncTBax [28] 1 o HeMy HaboaaeTCsl eMMHOMYIINE
uccaenonareseil. OHO 3aKJII0YaeTCs B TOM, UTO UCCen0Ba-
HME Ha «TTO3IHUe» 3a00JIeBaHUS TOJIKHO PEKOMEHIOBATh-
¢Sl TOJIBKO B cllydae uMmetouerocsi a(pHeKTuBHOro crnoco-
0a JieyeHUs COCTOSTHUSI MJIU €TO TTPOMUIaKTUKI, KOTOpast
MOXeET IIPeIOTBPAaTUTh, OTCTPOYMTH HAYalo 3a00JIeBaHUSI
WJIM 00JIETYUTh €ro TeueHue u nociaeactsus [29,30]. On-
HaKO MOTYEPKUBAETCS, YTO MPOTHOCTUYECKOE TECTUPOBA-
HME TOJDKHO OBITh OTJIOXKEHO 10 COBEPIIIEHHOJETUS, 32 UC-
KJIFOUEHUEM PacCTPOMCTB, ISl KOTOPBIX PO UIaKTHye-
ckue Mepbl (mpodunakTrueckas: onepauus Uid paHHee
TepareBTUIECKOe BMEIIAaTeIbCTBO) MOTYT ObITh HayaThl
IO MOMEHTA HACTYIUJICHUS] COBEPIICHHOJIETUSI.

Tabnuya 4
PacnpepeneHne oTBETOB CNeLMannCToOB O TECTMPOBAHUMN HECOBEPLUEHHONETHUX AeTell Ha 3a60N1eBaHNA C NO3AHMM Havyanom
,D,OJ'I)KHI)I JIN OeTN OBITH TECTUPOBAHDbI
o ,D,OJ'I)KCH Jn p666HOK MMETDH BO3BMOXHOCTD Y3HATh PE3YJIbTAThI
T10 KE€JIaHUIO POAUTEIICU
ﬂa Her Ila, J10 JOCTMKEHUS IOPUIN - Z[a, TIOCJIE JOCTHU2KECHU S IOpUIn- Her
YECKOr0 COBEPILEHHOJIETUS YECKOT0 COBEPLIEHHOJIETUS

XTI 27 3 1 25 1

HOC 29 1 3 26 0

CIrxc 24 6 3 21 0
Tabnuya 5

PacnpepeneHue oTBETOB cneLmanucToB 06 NHGOPMUPOBaAHUY NALNEHTOB
0 pe3ynbTaTax reHeTNYeCKOro TeCTUPOBaHA Ha 3a6oneBaHNA C NO3AHUM Hayanom

J1OJKHBI J1 OBbITH
MHGOPMUPOBAHbI JloyKeH Jii peGeHOK UMETh BOBMOXXHOCTD Y3HATh PE3YJIbTaThl
poauTtenu
Ta Her [a, no noctikeHus opunu- | Jla, mociue IOCTUXKEHUS I0pH- Her
YEeCKOTO COBEPIICHHONETHSI | TUYECKOTO COBEPILICHHOIETHS

3aboseBaHue 3(hGEKTUBHO JICUUTCS UIIN €CTh 30 0 3 2 0
podrIaKTUKa TaHHOTO 3a00JIeBAaHUS
3abosneBaHue He JeuuTcst, 3 GEeKTUBHOI 27 3 7 19 4
MPOMUIAKTUKY HE CYIIeCTBYET
Jleuenue 3ab6o1eBaHNEe BO3MOXHO, HO HE J10- 30 0 3 2 0
CTYIHO B CTPaHe MPOXMUBAHUS CEMbU
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HecMoTpst Ha TOTOBHOCTB Bpayeii, y9acTBYIOIIMX B Ha-
IeM MCCIIeIOBaHUM, TIPOBOIUTE TECTUPOBAHUE AeTEl Ha
3a00J1eBaHUs1, pa3BUBAIOLIMECS B TIO3MHEM BO3pacTe, UMU
YIyCKaeTcsl U3 BUILY BO3MOXKHOCTD TepareBTUISCKUX MU
MPOMWIAKTUISCKUX MEP M COIYTCTBYIOIIEH ITCUXOJIOTH-
yecKoi momaepkku. [ToMrMMO 3TOro BO3HMKAET BOIIPOC
0 JI0JITe Bpaya ITOBTOPHO KOHTAKTUPOBATh C CEMbEI, CPO-
Ke XpaHeHUsI TeHOMHOI MH(hOPMAaIIUHY TSI €€ TIPEeI0CTaB-
JIEHYs TIAalIMEHTY B HajjIexalee BpeMsl (Harpumep, 1ociie
€ro COBEPIICHHOJIETHs) WX e JIJIsl TOBTOPHOTO aHau3a
U TIEPEOCMBbICIIEHUSI PE3YJIbTATOB.

4. Jipyrue acneKTbl.

HMHtepecHbIM akTOM cTajo To, uto 11 u3 30 cenu-
AJIMCTOB BbICKA3aJIM CBOE HeCcoriacue C MpaBoM MallieHTa
He 3HaTh Pe3yJbTaThl CBOETO UccienoBaHus (Tabu. 2), 3a-
KpPETUIEHHBIM B JISHCTBYIOIIEM 3aKOHOIATEIBCTBE 00 OXpa-
He 310poBbsl. Kak 1 nipy Ipyrux BUaax oociienoBaHusl, ma-
IIMEHT BITPaBe OTKAa3aThCsl OT MOJTYYSHUS €T0 Pe3yJIbTaTOB,
a Takke MH(pOpPMAaIMK O CITyYaiiHBIX HaXOIKaX IMPY TOJTHO-
TeHOMHOM CEeKBEHUPOBaHUU. [IprurHOI HeXXeTaH!sI y3HATh
MH(bOPMAITUIO O BO3MOXKHBIX PUCKAaX MOXKET CITYXKUTh ITPO-
[IUTBII HETaTUBHBIN OTIBIT MJIH K€ TICUXOJIOTMYECKOE COCTO-
sTHUE, KOT/Ia OpeMsT 3HaHMST MOXKET BbI3BaTh M3JIUIITHIO TPe-
BOXKHOCTD Y TIAIIMEHTa W €T0 POICTBEHHUKOB. JlaHHBI! BO-
npoc OyneT uccienoBaH NPy MPOJOKEHUU UCCTIeIOBaHNS.

Taxoke BpauM yKazajiu 3THYECKUe ITPoOJIeMbl, He IpH-
BEJICHHBIE B aHKETE, C KOTOPBIMU CTAJIKMBAJIMCh OHM B CBO-
eii mpakTrke. K HUM OTHOCWIIMCH: B3aMOJICCTBIE Bpa-
ya-TeHeTHKa W Bpadyeil Apyrux CreluaJibHOCTe, CO3HA-
TEJbHBII OTKa3 CEMbM OT MPEHATAIBHON TMAarHOCTUKHI
Jlaxe MpU BBICOKOM PUCKa HACJIeICTBEHHOro 3aboJieBa-
HUST ¥ HeXeJIaHUe OHOTO M3 CYIIPYroB MHMOPMUPOBAThH
3I0POBOTO MapTHepa 00 0OHAPYKEHHBIX B HET'O MyTalIUsIX.

3ak/oyeHmne

M3zydyeHue B3IJISAIOB Bpauell Ha 3TUIECKUE TTPOOJIEMBI
MEIIMKO-TeHETUIECKOTO KOHCY/IbTUPOBAHMSI KpaliHe BaKHO,
TaK KaK MIMEHHO UMH TIPeI0CTaBIIsIeTCS] MHMOpMAITS Taru-
eHtaM. HecMoTpst Ha HEOOIBIIOI 00BbEM BBIOOPKU, UCCIIE-
JIOBaHUE TIOMOTJIO BBIIETUTH OCHOBHBIE BEKTOPHI TUIECKUX
Mpo0JIeM Ha IaHHBI MOMEHT, KOTOPbIE OTJIMYAIOT MHEHE
POCCUICKUX CMIELMATMCTOB OT MHEHU Bpaueil, pacrpocTpa-
HEHHBIX B IPYTUX CTpaHaX. DTU BOIPOCHI TPEOYIOT paccMo-
TPEeHUs B ClIeyIOLIeM, Oojiee MacIlITAGHOM MCCIIeI0BAHUU.

Jintepatypa

1. Green R.C., BergJ.S., Grody W.W. et al. American College of Med-
ical Genetics and Genomics. ACMG recommendations for reporting
of incidental findings in clinical exome and genome sequencing. Gen-
et Med. 2013; 15: 565—574.

20.

21.

ACMG Board of Directors. ACMG policy statement: updated rec-
ommendations regarding analysis and reporting of secondary findings
in clinical genome-scale sequencing. Genet Med. 2015; 17: 68—69.
Kalia S.S., Adelman K., Bale S.J. et al. Recommendations for report-
ing of secondary findings in clinical exome and genome sequencing,
2016 update (ACMG SF v2.0): a policy statement of the American
College of Medical Genetics and Genomics. Genet Med. 2017; 19: 249—
255.

The recommendations of the European Society of Human Genetics
on Whole Genome Sequencing in the European Journal of Human Ge-
netics 2013; 21: 580—584. doi:10.1038/ejhg.2013.46

Abul-Husn N.S., Manickam K., Jones L.K., Wright E.A., Hartzel
D.N., Gonzaga-Jauregui C., et al. Genetic identification of familial
hypercholesterolemia within a single U.S. health care system. Science.
2016 Dec 23;354(6319):aaf7000. doi: 10.1126/science.aaf7000
Perkins B.A., Caskey C.T, Brar P., et al. Precision medicine screen-
ing using whole-genome sequencing and advanced imaging to identi-
fy disease risk in adults. Proc Natl Acad Sci U S A. 2018;115(14):3686-
3691. doi:10.1073/pnas.1706096114

Committee on Bioethics, Committee on Genetics, and the American
College on Medical Genetics and Genomics Social, Ethical, and Le-
gal Issues Committee. Ethical and policy issues in genetic testing and
screening of children. Pediatrics. 2013;131(3):620—622

Bredenoord A.L., de Vries M.C., van Delden H. The right to an open
future concerning genetic information. Am J Bioeth. 2014;14(3):21-23.
Frankel L.A., Pereira S., McGuire A.L. Potential psychosocial risks
of sequencing newborns. Pediatrics. 2016;137(suppl 1):S24—S29.

. ACMG Board of Directors. Points to consider in the clinical applica-

tion of genomic sequencing. Genet Med. 2012; 14: 759—761
Best S., Wou K., Vora N., et al. Promises, pitfalls and practicalities of prena-
tal whole exome sequencing. Prenat Diagn. 2017 Jan;38(1):10-19

. Hillman S.C., Willams D., Carss K..J, et al. Prenatal exome sequenc-

ing for fetuses with structural abnormalities: the next step. Ultrasound
in obstetrics & gynecology: the official journal of the International Soci-
ety of Ultrasound in Obstetrics and Gynecology. 2015;45(1):4—9.

. Mxesckas B.JI., UBanoB B.W. Menuko-reHeTU4ecKoe KOHCYIbTH-

poBaHue B Poccuu: nipenrouteHre TMpeKTUBHOTO Toaxona. Meodu-
yunckas eenemura. 2004;.3(11): 521-528

. Mxesckast B.JI. [luHamMuKa 3THYECKUX YCTAHOBOK POCCUNCKUX Me-

JIULIMHCKUX reHeTUKOB Yenosex. 2006; 4: 78-83

. Wertz D.C. Ethical views of European and Non-European Geneti-

cists: Results of an International Survey. Report to European Society
of Human Genetics, Berlin, May 24, 1995.

. Cousens N. E., Gaff C. L., Metcalfe S. A., Delatycki M. B. (2010).

Carrier screening for beta-thalassemia: a review of international prac-
tice. European journal of human genetics: EJHG, 18(10), 1077—1083.
doi:10.1038/ejhg.2010.90

American College of Obstetricians and Gynecologists Committee on
Genetics. ACOG Committee Opinion No. 486: Update on carrier
screening for cystic fibrosis. Obstet Gynecol. 2011;117(4):1028-1031.
doi:10.1097/A0G.0b013e31821922c2

. Castellani C., Macek M. Jr, Cassiman J.J. et al. Benchmarks for cys-

tic fibrosis carrier screening: a European consensus document. J Cyst
Fibros. 2010;9(3):165-178. doi:10.1016/j.jcf.2010.02.005

. Mudonorus Beka HTP: yronuu, Mmudbl, HaleXabl U peajibHOCTh HO-

BeHIMX HanpapiaeHui Hayku. Ot dpaHKeHIITeiHa 1 2JIMKcHpa Gec-
CcMepTus J10 «OMOKMOOProB» U «rocryesoseka». Ote.pen. I'JI.benkuHa.
Pen.-coct. M.1. ®posiosa.-M..JIEHAH/I, 2020.-448 c.

Borry P., Goffin T., Nys H., Dierickx K.: Attitudes regarding carrier
testing in incompetent children. A survey of European clinical genet-
icists. Eur J Hum Genet. 2007; 15: 1211 — 1217

Ross L., Saal H., David K. et al. Technical report: ethical and policy
issues in genetic testing and screening of children. Genet Med. 2013;
15: 234—245 doi:10.1038/gim.2012.176

MEONUNHCKAA TEHETUKA. 2020. N211

45



OPUT'MHAJIbHbBIE UCCZIEAOBAHUA

22

23.

24.

25.

26.

27.

28.

29.

30.

Borry P., Evers-Kiebooms G., Cornel M.C., Clarke A., Dierickx K.,
et al. Genetic testing in asymptomatic minors: background consider-
ations towards ESHG Recommendations. Eur J Hum Genet. 2009; 17
(6):711-719. doi: 10.1038/ejhg.2009.25.

Cao A., Rosatelli M.C., Monni G., Galanello R. Screening for thal-
assemia: a model of success. Obstet Gynecol Clin North Am 2002; 29:
305-vii.

ACOG Committee on Obstetrics ACOG Practice Bulletin No. 78: He-
moglobinopathies in pregnancy. Obstet. Gynecol. 2007;109:229—237.
doi: 10.1097/00006250-200701000-00055.

Henneman L., Borry P., Chokoshvili D., et al. Responsible implemen-
tation of expanded carrier screening. EurJ Hum Genet 2016;24:e1-¢12.
Genetic Testing Protocol for Huntington’s Disease. Huntington’s Dis-
ease Society of America. 2016 http://hdsa.org/wp-content/up-
loads/2015/02/HDSA-Gen-Testing-Protocol-for-HD.pdf
Anderson K.E, Elberly S., Marder K S. The choice not to undergo ge-
netic testing for Huntington disease: Results from the PHAROS study.
Clinical Genetics. 2019; 96: 28-34

Borry P., Stultiens L., Nys H., Cassiman J.J., Dierickx K. Presymp-
tomatic and predictive genetic testing in minors: a systematic review
of guidelines and position papers. Clin Genet 2006; 70:374 — 381.
Borry P., Schotsmans P., Fryns J.P., Dierickx K. Carrier testing in mi-
nors: a systematic review of guidelines and positions statements. Eur
J Hum Genet 2006; 14: 133 — 138

Danish Council of Ethics: Genetic Investigation of Healthy Subjects.
Report on Presymptomatic Gene Diagnosis. http://www.etiskraad.
dk/sw293.asp, 2001

References

Green R.C., Berg J.S., Grody W.W. et al. American College of Med-
ical Genetics and Genomics. ACMG recommendations for reporting
of incidental findings in clinical exome and genome sequencing. Gen-
et Med. 2013; 15: 565—574.

ACMG Board of Directors. ACMG policy statement: updated rec-
ommendations regarding analysis and reporting of secondary findings
in clinical genome-scale sequencing. Genet Med. 2015; 17: 68—69.
Kalia S.S., Adelman K., Bale S.J. et al. Recommendations for report-
ing of secondary findings in clinical exome and genome sequencing,
2016 update (ACMG SF v2.0): a policy statement of the American
College of Medical Genetics and Genomics. Genet Med. 2017; 19: 249—
255.

The recommendations of the European Society of Human Genetics
on Whole Genome Sequencing in the European Journal of Human Ge-
netics 2013; 21: 580—584. doi:10.1038/ejhg.2013.46

Abul-Husn N.S., Manickam K., Jones L.K., Wright E.A., Hartzel
D.N., Gonzaga-Jauregui C., et al. Genetic identification of familial
hypercholesterolemia within a single U.S. health care system. Science.
2016 Dec 23;354(6319):aaf7000. doi: 10.1126/science.aaf7000
Perkins B.A., Caskey C.T, Brar P., et al. Precision medicine screen-
ing using whole-genome sequencing and advanced imaging to identi-
fy disease risk in adults. Proc Natl Acad Sci U S A. 2018;115(14):3686-
3691. doi:10.1073/pnas.1706096114

Committee on Bioethics, Committee on Genetics, and the American
College on Medical Genetics and Genomics Social, Ethical, and Le-
gal Issues Committee. Ethical and policy issues in genetic testing and
screening of children. Pediatrics. 2013;131(3):620—622

Bredenoord A.L., de Vries M.C., van Delden H. The right to an open
future concerning genetic information. Am J Bioeth. 2014;14(3):21-23.
Frankel L.A., Pereira S., McGuire A.L. Potential psychosocial risks
of sequencing newborns. Pediatrics. 2016;137(suppl 1):S24—S29.

. ACMG Board of Directors. Points to consider in the clinical applica-

tion of genomic sequencing. Genet Med. 2012; 14: 759—761

11.

20.

21.

22.

23.

24.

25.

26.

Best S., Wou K., Vora N., et al. Promises, pitfalls and practicalities of
prenatal whole exome sequencing. Prenat Diagn. 2017 Jan;38(1):10-19

. Hillman S.C., Willams D., Carss K..J, et al. Prenatal exome sequenc-

ing for fetuses with structural abnormalities: the next step. Ultrasound
in obstetrics & gynecology: the official journal of the International Soci-
ety of Ultrasound in Obstetrics and Gynecology. 2015;45(1):4—9.

. Izhevskaya V.L., Ivanov V.I. Mediko-geneticheskoye konsul’tirovaniye

v Rossii: predpochteniye direktivnogo podkhoda [Genetic counseling
in Russia: preference for a directive approach]. Meditsinskaya gene-
tika [Medical Genetics] 2004;.3(11): 521—528 (In Russ.)

. Izhevskaya V.L. Dinamika eticheskikh ustanovok rossiyskikh medit-

sinskikh genetikov [The dynamics of ethical attitudes of Russian
medical geneticists]. Chelovek [Man] 2006; 4: 78—83 (In Russ.)

. Wertz D.C. Ethical views of European and Non-European Geneti-

cists: Results of an International Survey. Report to European Society
of Human Genetics, Berlin, May 24, 1995.

. Cousens N. E., Gaff C. L., Metcalfe S. A., Delatycki M. B. (2010).

Carrier screening for beta-thalassemia: a review of international prac-
tice. European journal of human genetics: EJHG, 18(10), 1077—1083.
doi:10.1038/ejhg.2010.90

. American College of Obstetricians and Gynecologists Committee on

Genetics. ACOG Committee Opinion No. 486: Update on carrier
screening for cystic fibrosis. Obstet Gynecol. 2011;117(4):1028-1031.
doi:10.1097/A0G.0b013e31821922¢2

C., Macek M. Jr, Cassiman J.J. et al. Benchmarks for cystic fibrosis
carrier screening: a European consensus document. J Cyst Fibros.
2010;9(3):165-178. doi:10.1016/j.jcf.2010.02.005

. Mudonorus Beka HTP: yronuu, mudbl, HaleXabl U peajibHOCTh HO-

BeHIMX HanpapiaeHuii Hayku. Ot dpaHKeHIITeiHa 1 2JIMKcHpa Gec-
CcMepTus J10 «OMOKMOOProB» U «rnocryesoseka». Ote.pen. I'.JI. benkuHa.
Pen.-coct. M.1. ®posiosa.-M..JIEHAH/I, 2020.-448 c.
Borry P., Goffin T., Nys H., Dierickx K.: Attitudes regarding carrier
testing in incompetent children. A survey of European clinical genet-
icists. Eur J Hum Genet. 2007; 15: 1211 — 1217
Ross L., Saal H., David K. et al. Technical report: ethical and policy
issues in genetic testing and screening of children. Genet Med. 2013;
15: 234—245 doi:10.1038/gim.2012.176
Borry P., Evers-Kiebooms G., Cornel M.C., Clarke A., Dierickx K.,
et al. Genetic testing in asymptomatic minors: background consider-
ations towards ESHG Recommendations. Eur J Hum Genet. 2009; 17
(6):711-719. doi: 10.1038/ejhg.2009.25.
Cao A., Rosatelli M.C., Monni G., Galanello R. Screening for thal-
assemia: a model of success. Obstet Gynecol Clin North Am 2002; 29:
305-vii.
ACOG Committee on Obstetrics ACOG Practice Bulletin No. 78: He-
moglobinopathies in pregnancy. Obstet. Gynecol. 2007;109:229—237.
doi: 10.1097/00006250-200701000-00055.
Henneman L., Borry P., Chokoshvili D., et al. Responsible implemen-
tation of expanded carrier screening. EurJ Hum Genet 2016;24:¢1-¢12.
Genetic Testing Protocol for Huntington’s Disease. Huntington’s Dis-
ease Society of America. 2016 http://hdsa.org/wp-content/up-
loads/2015/02/HDSA-Gen-Testing-Protocol-for-HD.pdf

27. Anderson K.E, Elberly S., Marder K S. The choice not to undergo ge-

28.

29.

30.

netic testing for Huntington disease: Results from the PHAROS study.
Clinical Genetics. 2019; 96: 28-34

Borry P., Stultiens L., Nys H., Cassiman J.J., Dierickx K. Presymp-
tomatic and predictive genetic testing in minors: a systematic review
of guidelines and position papers. Clin Genet 2006; 70:374 — 381.
Borry P., Schotsmans P., Fryns J.P., Dierickx K. Carrier testing in mi-
nors: a systematic review of guidelines and positions statements. Eur
J Hum Genet 2006; 14: 133 — 138

Danish Council of Ethics: Genetic Investigation of Healthy Subjects.
Report on Presymptomatic Gene Diagnosis. http://www.etiskraad.

dk/sw293.asp, 2001

46

MEANUNHCKAA TEHETUKA. 2020. N211



