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[eHeTUYEeCKNA CKPYHUHT Ha HOCMTENbCTBO BapVAHTOB, BbI3bIBAOLMX PAa3BUTVE ayTOCOMHO-PELIECCUBHBIX 3a00M1eBaHNI ABNSAETCA
Ba’KHbIM 3BEHOM NPOGUNAKTMKIN HacNeACTBEHHbIX 3a001eBaHMIN Ha 3Tane NiaHnpoBaHUA cemby. [NaumeHTam nonnkNMHMKM HOMTL,
MITY um. H.3. BaymaHa B Bo3pacTe 18-49 net (>KeHLUHbI) 1 OT 18 NeT (My>KuunHbl) 6bIN10 NPEASIOKEHO 03HAKOMUTLCA C BPOLLIOPOI O
reHeTNYeCKOM CKPUHVIHTE Ha HOCUTENbCTBO BapMaHTOB, BbI3bIBAOLMX PA3BUTME ay TOCOMHO-PELIeCCHBHbIX 3abonieBaHuiA 1 3anos-
HUTb aHOHUMHbIA OMPOCHWUK ANA BbIABEHNA OTHOLEHUA K CKPUHUHTY. AHKeT/POBaHMe NpoAeMOHCTPUPOBAIO NONOXUTEIbHOe
OTHOLLEHME YYaCTHUKOB K NPOBEAEHNIO FeHETUYECKOTO CKPUHMHIA, TaK Kak 73% ONpPOLUEHHbIX U3bABUN XeNaHne NPONTN CKpU-
HVHT, HO Yy 46% Obiny onaceHna KacaTenbHO ero BO3MOXHbIX HeraTMBHbIX nocnencTsuii. Mpu fanbHewem BHeAPEHWN reHeThYe-
CKOrO CKPUHWHIa Ha HOCUTENbCTBO BapUAHTOB, Bbi3bIBAOLLMX PA3BUTHE ayTOCOMHO-PELIECCHBHDBIX 3ab0neBaHnii, B CUCTEMY 34pa-
BOOXPAHEHWA BaXKHO OPraHn30BaTb NPOCBETUTENbCKYIO PaboTy, MHPOPMUPYIOLLYIO HAaceNeHNe O PO CKPUHWHTA U [NA yCTpaHe-
HWA HeXenaTeNbHbIX MOCeACTBUN.
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Sociological aspects of genetic carrier screening for autosomal recessive disorders
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Genetic carrier screening for autosomal-recessive disorders is an important part of hereditary diseases prevention at the stage of
family planning. Patients of the Bauman clinic (18-49 years old women and men older 18 years) were asked to read a brochure
about carrier screening for autosomal-recessive disorders and fill out an anonymous questionnaire to identify their attitudes towards
screening. The questionnaire showed a positive attitude of the participants towards genetic screening, as 73% of respondents
expressed a desire to undergo screening, but 46% had concerns about its possible negative consequences. With the further imple-
mentation of carrier screening by the healthcare system, it is important to organize educational work that will inform the popula-
tion about the role of screening and for eliminating undesirable consequences.

Keywords: carrier screening; attitude; autosomal recessive diseases.

For citation: Revazyan K.Z., Meshkov A.N., Ershova A.l, Glechyan A.M., Sivakova O.V., Voinova N.A., Volkov A.K., Drapkina O.M. Sociological aspects of
genetic carrier screening for autosomal recessive disorders. Medical genetics. 2020; 19(10): 86-88. (In Rus.).
DOI: 10.25557/2073-7998.2020.10.86-88

Corresponding author: Meshkov A.N., e-mail: meshkov@lipidclinic.ru

Funding. The research was carried out within the state assignment of Ministry of Health of the Russian Federation
(theme No. AAAA-A18-118041790111-0).

Conflict of interest. The authors declare that they have no conflict of interest.

Accepted: 20.05.2020.

86

MEONUNHCKAA TEHETUKA. 2020. N210



ISSN 2073-7998

MEJNUNHCKAA TEHETUKA. 2020. N°10

Jlaromapsi pa3BUTHIO TeHETUYECKUX TEXHOJIOTHIA TTO-
SIBAJIACh BO3MOXHOCTD ITPOBEICHUST CKPMHUHTA Ha
HOCHUTEJbCTBO BApUAHTOB, BBI3BIBAIOIINX Pa3BU-
THE ayTOCOMHO-PELeCCUBHBIX 3a00eBaHmii. OH MTO3BO-
JISIET BBISIBUTD, SIBJISIIOTCS JIU OYAyIIUe POAUTEIN HOCH-
TEJISIMU BAapUAHTOB, KOTOPBIE MOTYT CTaTh MIPUYMHOM re-
HETUYECKOro 3a00JieBaHUS Y UX pebeHKa, Yero MOXHO
n36eXkaTh ¢ TTOMOIIbI0O COBPEMEHHBIX PETIPOTYKTUBHBIX
TexHoJorui [1].
Ieabto vccienoBaHus ObII0 UHGOPMUPOBAHUE JIULL
O POJIM TeHETMYECKOTO CKPMHUHTA Ha HOCUTEJbCTBO Ya-
CTBIX ayTOCOMHO-PEIECCUBHBIX 3a00JIeBaHUIA B INTAHUPO-
BaHUU CEMbU C TTOCJICAYIOIIMM aHKETUPOBAHUEM JIJIST BbI-
SIBJICHUST OTHOILIEHUST K CKpUHMHTY.

Ma‘repvnanbl n metoabl

B uccnenoBaHue ObUTM BKJIIOUEHBI MALUEHTHI MO -
kauHuku MITY um. H.D. baymana B Bo3pacte 18—49 net
(>KeHIIMHBI) U OT 18 JeT (My>XKUMHBI), COTJIACUBIIMECS TTPU-
HSITh y4acTHeE B OMpoce.

YyacTHUKaM OBUIO MPEIIOKEHO O3HAKOMUTHCS
¢ OpOUIIOPOl O TEHETUYECKOM CKPUHUHIE U O HEKO-
TOPBIX YACThIX HACJIEICTBEHHBIX 3a00JeBaHUSIX C ayTO-
COMHO-PEIIECCUBHBIM TUIIOM HacjJedOBaHUs, a UMEH-
HO 0 MmykoBucuunose (MB), denunkeronypuu (OPKY),
HelipoceHcopHoit Tyroyxoctu (HT) u necduiiure anbda-
l-antutpuncuna (A1AT) [2,3,4]. Ilotom yyacTHuU-
KM 3aMOJHSJIU aHOHUMHBIN onpocHUK. OH cocTOsI
u3 13 BompocoB, nepBoie 4 — 151 cOopa OOILIMX JaHHbBIX
YYaCTHUKOB (IT0JI, BO3pacT, oOpa3oBaHUE U ceMeiiHoe
MOJIOXXEHUE), 3 BONPOCa BBISIBJISIIN IJIAHBI OTHOCUTEb-
HO IETOPOXIEHUS, HAIUYME B CEMbE POACTBEHHUKOB
C HaCJICACTBEHHOU MaToJ0orMeil 1 OTHOLIEHUE K IPO-
BEICHUIO CKPUHUHTA MPU MJIaHUPOBAHUU OEpEMEHHO-
CTH, 2 BOMpOCA BBISIBJSAIU MOHUMaHUe UH(POpMauu
u3 Gponropsl 1 ocBenoMiIeHHOCTh 0 MB, ®KY, HT u ne-
uiute A1AT mo mpouteHus 6pourtopsl. beuto 2 Bornpo-
ca O MO3UTUBHBIX U HETATUBHBIX IMMOCIEICTBUSIX CKPUHMH-
ra. B nmocienHux 2 Bonmpocax BbISICHSUIOCH TMYHOE KeJla-
HUE YYaCTHUKA MPONUTU CKPUHUHT HA HOCUTEIHCTBO M B,
®KY, HT u nepunuta AIAT ¢ BEIIBIEHHEM IIPUINH CO-
IJ1acus UK OTKa3a.

Pe3yn bTaTbl nuccsiegoBaHnA

B nepuon ¢ 05.11.19 mo 06.12.19 B HOMTL MI'TY
uM. H.D. baymana 6b1J10 MpoaHKeTUpOBaHO 535 yeo-
BeK. 59% y4acTHUKOB ObUIM MYXYMHBI, MeIMaHa BO3-
pacta coctaBuya 19 get (18—21 roa). boabmmHCTBO
OIPOIIEHHBIX UMeJin cpenHee (43%) 1 HEIOJHOE BhIC-
mee (40%) obpazoBanue. 61% y4acTHUKOB HE COCTOSIT

B Opake Ha MOMEHT aHKeTUPOBaHUsI. 87 % ONPOIICHHBIX
HE TJIAHWPOBAJIM AETOPOXIEHUE B OIMKaliliee Bpemsl.
VY 6% 6bLTM POACTBEHHUKHU C HACTEACTBEHHBIMU 3200-
JneBaHUAMU. bonbmmHcTBO (92%) cunTano mpoBele-
HUE CKPMHWHTA MMOJIE3HBIM HE3aBUCHUMO OT CEMEIHOTO
aHamHe3a. Toabko 20% BbIOpaIn BCe BEPHBIC YTBEPK-
JIEHWST B BOIIPOCE, BBISIBJISBIIIEM YCBOCHHME MH(MOPMAILIT
u3 o6pouropsl. Takke 55% paHee He 3HaJIM HU 00 Of1-
HOM U3 4 3a00JieBaHUIi, BKIIIOYEHHBIX B OpOIIIOpPY, ca-
MBIM U3BeCTHBIM 3aboieBanuem o0buta HT (29%), a ca-
MBIM Majion3BecTHBIM — neduuut AIAT (6%). U3 1mo-
JIOKUTETbHBIX ITOCJIEACTBUI OOJBITMHCTBO YYaCTHUKOB
yKasajio, 4YTO MpOBeleHUe CKPUHUHTA MO3BOJIUT 130e-
XaTh cTpecca Mpu poxaeHuN 6obHOro pebeHka (48%)
M YBEJMYMT IIAHCHl Ha POXIEHUE 3M0POBOTO peOeH-
Ka (45%). 13 oTpuiiaTe IbHBIX MOCICICTBUI CKPUHWH-
ra yYaCTHUKU OTMETUJIN, YTO BBISIBJIEHUE HOCUTEIbCTBA
MOXXET MPUBECTU K U3MEHEHUIO B OTHOIIEHUSIX MEXIY
naptHepaMu (46%) u K U3BMEHEHUIO OTHOIIEHUS K Ce-
6¢ (34%). B utore 73% onpolIecHHBIX XeJaTu MPUHSTh
yJacTve B TeHeTUYeCKOM cKpuHMHTe. CaMoil yacToit
MIPUYUHOM coriacus OBLIO XeJJaHWe UMETh O cebe ToJI-
HYI0 MHGOpMAIMIO TIepes poxkaeHneM peberka (62%),
a peaKoi mpuunHoit cornacus (1%) ObLIO HaIpaBJIcHUE
npyroro Bpaya. CamMoil yacToil mMpUYMHON OTKa3a ObI-
Jla HeaKTyaJJbHOCTh yY4acTHsI B CKpMHMHTE B HACTOsIIIIee
BpeMs (70%). A peaxoit mpuunHoit otkasza (1%) — He-
XeJaHWe 3HaTh O CBOEM BO3MOXKHOM CTaTyCce HOCUTEIb-
ctBa. MHTepecHo, 4To 15% yyacTHUKOB BBHIOpAIN B Ka-
YeCTBe MPUYMHBI 0TKa3a OTCYTCTBUE B CEMbE POJICTBEH-
HUKOB C HAaCJIeACTBEHHBIMU 3a00JIeBAHUSMU.

ITo uroram mcciaenoBaHust OOTBITMHCTBO YIaCTHU-
KOB TOJIOXUTEJIBHO OTHECIMCh K TEHETUIECKOMY CKPU-
HUHTY, OTHAKO MHOTHE MCIBITHIBAJI HACTOPOKEHHOCTh
OTHOCUTEILHO BO3MOXHBIX Ttocienctsuii. [1pu BHenpe-
HMM CKPUHWHTA B CUCTEMY 3IPaBOOXPAHEHMS BaXKHO YKpe-
TJICHWE 3HAHWI HaceJIeHUS JIJIsT yCTPpaHEeHUST HEraTUBHBIX
MTOCJICACTBUI CKPUHWMHTA W JUTSI YBEIMYSHUST YMCia 3a-
WHTEePECOBAaHHBIX JIUII. B 3TOM ciydae OymeT TOCTUTHYTa
IJIaBHas 11eJIb CKPMHUHTA — TIPEIOCTABIIEHUE PEIPOIYK-
TUBHOTO BBIOOpA TlapaM C BHICOKMM PUCKOM POXKIECHUS
00JIbHOTO pedeHKa.
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