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K 2eHemu4ecKoMy CKpUHUH2y Ha Yacmeole HacedcmeeHHble 60/1e3HU
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BBepgeHne. HocMTenbCTBO MAaTOreHHbIX reHeTUYECKUX BapMaHTOB 340POBbIMM JIIOAbMM NMPUBOAMT K MOBbILLEHWIO PUCKA POXKAEHNA
ZeTell C ayTOCOMHO-peLiecCUBHbIMY 3aboneBaHusaMN. [eHETUYECKNIA CKPUHUHT NO3BOJIAET ONpeAennTb CTaTyC HOCUTENbCTBA N3BECTHbIX
HacneacTBeHHbIX 3a60n1eBaHNN. MeauUMHCK/Ee TEXHONOTUM Jal0T BO3MOXHOCTb POXKAEHUSA 300POBbIX AiETEN, Aaxe ecniv 0ba poanTens
ABNATCA HOCUTENSAMM HAaCNeACTBEHHOro 3aboneBaHus. B cBA3W C 3TMM BHeApeHVe reHeTUYeCKOro CKPUHWHIA akTyasibHO And
34paBOOXpPaHEeHNA.

Llenb: nosbiweHvie 3GHEKTVBHOCTM reHETUYECKOTO CKPUHUHIA HaceneHnsa AKyTun.

MeTogabl. B aHkeTHOM onpoce npuHAn yyacTre 271 pecnoHAeHT B Bo3pacTe cTapLue 18 neT, n3 Hux 222 )eHwuHbl (81,9%) 1 49 myKUnH
(18,1%). Bbi6OpKy NWNOTHOTO NCCNEAOBaHNA COCTaBUM CeNbCKIME 1 ropofcKue »xutenu. ONpocHWK BKtoYan 21 BONpoc, Kacarowmines
COLMANbHOro CcTaTyca PecrnoHAEHTOB N UX OTHOLLEHWA K FTeHETUYECKOMY CKPUHUHTY.

Pe3ynbTatbl. [10N10XKNTENIbHOE OTHOLIEHMWE K FeHETUUYECKOMY CKPUHUHTY Bblpa3unu 6onee 70% onpolueHHbIX, a 89,3% cornacHbl
npontu JHK-TectupoBaHue. OCHOBHbIMU GpaKTOpamu, ONPeAeNAoLMMY OTHOLLEHVE HAaCeNeHNA K FeHETUYECKOMY CKPUHUHTY, ABAAIOTCA
MECTO »KUTeNbCTBa (ropoa, Ceno) U ypoBeHb 06pa3oBaHNA. YCTaHOBNEH HU3KUI ypoBeHb NHGOPMUPOBAHHOCTU (37,6%) HaceneHus
0 HOCUTENbCTBE MATOreHHbIX BAPUAHTOB B reHaX Hac/leACTBEHHbIX 3a60/1€BaHNI 300POBbIMY NIIOAbMU.

3aknioueHue. [oBbilleHne MHGOPMMPOBAHHOCTY O 340POBOM HOCUTENIbCTBE HACIEACTBEHHbIX 60Ne3HeN, 0COOEHHO FOPOACKUX KUTeNeNn
1 MOJIOAbIX CEMEN C AETbMM, MOXET MOBbICUTb YNCIIO YHAaCTHMKOB NMPOrPamMm reHeTUYeCKOro CKPUHMUHra.

KnioueBble cnoBa: HaceACTBEHHble 3a00N1eBaHNA, NOMYNALMOHHbIN reHETUYECKNI CKPUHWHT, OTHOLWeHre K IHK-TecTrpoBaHuio.
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The carriage of pathogenic genetic variants by healthy people leads to an increased risk of having children with autosomal recessive
diseases. Genetic screening determines the carrier status of known hereditary diseases. Medical technologies make it possible to have
healthy children, even if both parents are carriers of a hereditary disease. In this regard, the introduction of genetic screening is relevant
for healthcare. The purpose of the work: to increase the efficiency of genetic screening of the population of Yakutia. Material and methods.
The questionnaire survey involved 271 respondents over the age of 18, of which 222 were women (81.9%) and 49 were men (18.1%).
The sample of the pilot study consisted of rural and urban residents. The questionnaire included 21 questions concerning the social status
of the respondents and their attitude towards genetic screening. Results. More than 70% of respondents expressed a positive attitude
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towards genetic screening, and 89.3% agree to undergo DNA testing. The main factors that determine the attitude of respondents to
genetic screening are the place of residence (urban, rural) and the level of education. Results. More than 70% of respondents expressed
a positive attitude towards genetic screening, and 89.3% agree to undergo DNA testing. The main factors that determine the attitude of
respondents to genetic screening are the place of residence (urban, rural) and the level of education. A low level of awareness (37.6%)
about the carriage of pathogenic variants in the genes of hereditary diseases by healthy people was established. Conclusion. Raising
awareness of the carriers of hereditary diseases, especially urban residents and young families with children, can increase the number

of participants in the genetic screening program.
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BeBepgeHune

a3BUTHE COBPEMEHHON MEAUIIMHCKOM HayKu Hepas3-

PBIBHO CBSI3aHO C TEXHMYECKUMU JOCTHXKEHUSIMMU.

CoBepIIeHCTBOBAHKME METOIOB MOJIEKYJISIPHO-TEHE -
TUYECKUX MCCICNOBAHUI U UX MAacCOBOE BHEIPEHUE B
MPaKTUKY 31PaBOOXPAHEHMSI TO3BOJISIIOT MPOBOAUTD 11K -
poKoMacIITabHbIe MOMYJISIIMOHHbIE HCccenoBaHus. bia-
rogapsi 3ToMy OIHUM 13 3(MEKTUBHBIX ITyTel CHUKEHMS
TeHEeTUYECKOro Ipy3a HacJeICTBEHHBIX 3a00JIeBaHUIA B ITO-
MyJISIIMSIX CTAHOBUTCSI OpraHU3alist TeHETUYECKOTO CKPU-
HUHTa Ha HOCUTEILCTBO YaCThIX HAC/IEACTBEHHBIX 00JIe3-
Heli [1, 2, 3]. 'eHeTUYECKUIT CKPUHUHT MO3BOJISIET BBISIB-
JISITh TPYMIIBI HAacCEJIEHUS C MOBBIIIEHHBIM PUCKOM
POXIEHUS IeTel C ayTOCOMHO-PELIECCUBHBIM WU X-ClIe-
IJICHHBIM HaCJIe[ICTBEHHBIM 3a00jieBaHreM. JlaHHast TpyII-
I1a HACJIEICTBEHHBIX 00JIe3HEN YacTO XapaKTepu3yeTcsI Ts-
KEJIBIM MHBATUAUZUPYIOLIUM TeYEHUEM, TIPUBOIUT K CO-
KpallleHUI0 TPOIOJKUTEIbHOCTU XU3HU OOJIbHBIX, a
JieueHue TpeOyeT 3HAUMTEIbHBIX (PMHAHCOBBIX 3aTpar 1o
CpPaBHEHMIO C HEHACJIeACTBEHHbIMU 3a00JieBaHUSIMU [4].
PesynbraThl reHETMYECKOTO CKPMHMHTA TIO3BOJISIIOT ¢ 00JIb-
LIOH CTENEHbI0 TOYHOCTH OTPENETUTh CTATYC YI4aCTHUKOB
10 HOCUTEJILCTBY TEHOB U3BECTHBIX ayTOCOMHO-PEIIECCUB-
HbIX 3a00JIeBaHU1. DTO SBIIIETCSI 3HAYMMOI MH(bOpMaLIM-
eii 00 UX PeNPOLYKTUBHBIX BO3MOXKHOCTSIX, TT03BOJISIOIEH
MPpUHUMAaTh OCO3HaHHbIE peleHus. [Ipu 3ToM BaxKHBIM
SIBJIIETCS TO, YTO MEAUILIMHCKKME TEXHOJIOTUHU JIal0T BO3-
MOXHOCTb POXKIEHHUSI 30POBBIX AETEl 1axe ecii 00a po-
JUTEJIST SIBJISIIOTCSI HOCUTEJISIMU TeHa OTHOTO U TOT'O Xe Ha-
CJIENCTBEHHOTO 3a00JIEBaHUS C PEIIECCUBHBIM TUIIOM Ha-
caepoBaHus [5]. B ¢BsI3M ¢ 3TUM MOUCK MyTeill AJs
pacIIMpeHMs OXBaTa HaceJIeHUsI TeHETUIECKUM CKPUHMH-
TOM SIBJISIETCSI aKTYyaJIbHOM 3amaveii 3mpaBoOXpaHeHMSI.

VY4yacTHUKU CKPUHUHTA JOJKHBI OBITH TPOUHGpOP-
MUPOBaHbI O BO3MOXHBIX pUCKaX ISl OyayllIero pebeHka
B CJIydae BbISIBJICHUSI HOCUTEIbCTBA TE€X WIM MHBIX MMaTo-
TeHHBIX BADUAHTOB IEHOB 1 PaCCMOTPETh BO3MOXHbBIE Ba-
PMaHTHI penpoayKTuBHoro noseaeHus. B 2013 rony Ame-
pPUKaHCKasl KOJUIeTUSI MEIUIIMHCKON TeHeTUKU U TeHO-
muku (ACMG) nokaszana Haauuue B3aMMOCBSI3U MEXIY
y4acTHEM B FeHETUUYECKOM CKPMHMHIE U MPUHSITUEM pe-
MPOIYKTUBHBIX PELLIEHUI, MO3BOJISIONINX KOHTPOJIUPOBATh
poxjieHue O0JIbHBIX AeTeit [6]. Ha ceromHsHumii 1eHb st
MPOBENCHUSI CKPUHUHTA Ha HOCUTEJIHCTBO MPOIOJIKAIOT
MPUIEPXKUBATHCS TOJIBKO OOIIUX KPUTEPUEB BBIOOpA 3a-
00JIeBaHUI, COTIACHO KOTOPBIM IO/ ITPOrPaMMbl T€HETH -
YEeCKOT0 CKPMHMHTIA MOAIaAal0T 3a00IeBaHUSI C TSKEIbI-
MU peHoTUnUIecKMMU nposiBineHusimu [7]. Ilo pekomeH-
ngauusiM ACMG reHeTHYeCKUi CKPUHUHT TS BBISIBJICHUST
HocuTesIell MaTOreHHbIX BAPUMAHTOB MOJLKEH MPOBOIUTh-
cs1 B HECKOJIbKO 3TanoB. Ha nmepBom aTame uccienoBaHue
JIOJKHO OBITh HAIPaBJIEHO Ha BBISIBICHUE HOCUTEIEH MY-
KOBUCLIMA03a Y CTIMHAJIbHOM MBILLIEYHO# aTpoduu Ha 10~
MYJISILMOHHOM YPOBHE U B 9THUYECKUX rpymmax. JlaHHbII
3TaIl MOXET BKJIIOYATh UCCIIEI0BAHUE KOHKPETHBIX TEHOB
M0 KJIMHWYECKUM TToKa3aHusIM. Ha BTopoM 3Tame BKIIIO-
YaloTCs YacThle HACIEACTBEHHbIE OOJIE3HU C TSIXKEIbIMU
W YMEPEHHO TSKeJIbIMU KJTMHUYECKUMU TTPOSIBICHUSIMU
C YacTOTOI HOCUTENbCTBA He MeHee 1 cayyasd Ha 100 Ha-
ceseHMs1. Ha TpeTbeM aTare CKpMHUHTa PeKOMEHI0BAaHO
BKJIIOYEHME OOJIe3HEN ¢ MOMYJISIIMOHHON YacTOTOM HOCU-
TeabcTBa 1 1 6onee ciydaeB Ha 200 HaceneHust. [1o peko-
meHgauussmM ACMG MMeHHO TaKoi TPEXYPOBHEBBII TeHe-
TUYECKUI CKPUMHUHT Ha HOCUTEIBCTBO MATOTEHHBIX BapH-
AHTOB SIBJISIETCSI HaubOoJiee ONTUMAJIBHBIM [8].
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OCHOBHO! 11eJ1bI0 JAHHOTO UCCAeA0BaHUS SIBISIETCS
noBblLLIeHUE 3PHEKTUBHOCTU T€HETUUECKOTO CKPUHUHTA
HaceneHust Pecniyonuku Caxa (SIkyTtust) myTém nposese-
HUS COLIMOJOTMYECKOTO OMpoca JAJIs1 OLIEHKU OTHOLLIEHUS
K TeHETUYECKOMY TECTUPOBAHUIO U ompeaeseHust (hopMu-
pYyIOLIMX ero (paKTOPOB.

MeToabi

IMpoBenéH MUIOTHBIN aHKETHBIN orpoc 271 kutens
Sxytun crapie 18 net. CpenHuit Bo3pacT pecIoHASHTOB
CO CTaHIAPTHBIM OTKJIOHEHMEM cocTaBui 37,9114,3 ner.
B onpoce npunsuin yyactue 222 xxeHiuuHbl (81,9%) co
cpenHuM Bo3pacTtoM 36,7+12,8 et u 49 myxuuH (18,1%),
CpemHMI BO3pacT KoTophix coctaBmia 43,4+19,1 rona.
boublinyto yacTh BBIOOPKM COCTaBUJINA OMPOLLIEHHbIE B XO-
Jie SKCIeIULIMOHHBIX BbIE3I0B celbcKue kuteau Oie-
Hékckoro (30,9%) u Ycrb-AHckoro (26,9%) ynycos (Ap-
KTuueckue paitoHbl). Cenbckoe HaceneHue LleHTpanb-
Hoi AxyTuu u Butoiickoi rpyIinbl yJIyCOB NpeacTaBUIn
13,4% omnpollieHHbIX, a FOPOICKOe HacenaeHue Pecry6im-
KU — XuTenu I. SIkyrcka (28,8%).

Cpenu orpolieHHoro HaceyeHus 36,9% ozeii ¢ Bbic-
LM ¥ HE3aKOHYEHHBIM BBICIIIMM oOpa3oBaHueM, 38,0%
PECITOHAEHTOB CO CPEAHUM CIIELMalbHbIM, a 25,1% —
cpeagHUM oOpa3oBaHUeM. bOJIBIIMHCTBO PeCNOHAEHTOB
OTHOCSITCSI K KATETOPUHM PabOTAIOIIEro HaceACHMS, UX 10-
Jis1 coctaBuia 65,7%, CTyaeHTaMU BBICIIUX U CPEAHUX 00-
pa3oBaTeIbHBIX YYPEXKIEHUIN ABIAI0TC 6,3% OINpoLIeH-
HbIX, a K KATETOPUU HepabOTaIOIIero HaceAeHUsI OTHOCSIT-
cs 28,0% pecrionaeHToB. J101s1 BepyIoLnX pecIioHIeHTOB
coctaBuia 11,0%, 2,6% omnpollleHHbIX He yKa3alud CBOE
OTHOIIIEHME K PEJIUTUHU, a OcTajbHbIe 86,4% cumTalor ce-
0s1 aTercTamu.

Bouibliast yacTh ONPOLLIEHHBIX SIBJSIIOTCS CEMEMHBIMU
monpmu. DT1o 185 yenosek mim 68,2% BBIOOPKM HCCIIE-
noBaHust. HezaMyXXHUMM MM XOJIOCTBIMU SIBJISIIOTCST 86
pecrionneHToB (31,8%), npu 3TOM 3HaYMTEIbHAS YACTh
ONpPOLIEHHBIX UMeeT aeteir — 78,6%. be3neTHbIMU SIBJISI-
torcs 21,4% yuactHukoB. Ha moMeHT onpoca 56,1% pe-
CIIOHIEHTOB B OyaylIeM IUIAHUPOBAJIU POXICHUE IETEH.

Takum o0pa3oM, B mpoBeIEHHOM ITMJIOTHOM UCCIIE0-
BaHUU MPUHSJIO yU4aCTHE HAaceJIeHUE Pa3HbIX reorpapuye-
CKUMX TeppUTOPUiL SKyTUM, C pa3anuHbIM 00pa30M XKU3HU
U NIPEICTABJISIONIEe Pa3HbIE COLMAIbHbIE [PYIIIIbI.

CocTaBiIeHHBIII HAMM OITPOCHUK BKJTI0Uaj Bcero 20 Bo-
mpocoB, 10 13 KOTOPBIX MPEACTABISIOT ACIIOPTHYIO YacTh
AHKETbl, HAIIPAaBJIEHHYIO HA U3y4YeHHE MOJOBO3PACTHOIO
M HALIMOHAJIBHOTO COCTaBa PECIIOHACHTOB, UX CEMEMHOIO
¥ colmanbHoro cratyca. Cienyroniye 4 Borpoca aHKETbI
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HalleJIeHbl Ha BbISIBJIEHHME CEMEIHBIX ClyyaeB 3abosieBa-
HUI ¥ BPOXIEHHBIX TOPOKOB Pa3BUTUS, a TAKXKE Ha TOJTY-
yeHue nHdopmaiuu o JIHK-TectupoBaHuu pecrioHaeHTa
Ha HOCUTEJILCTBO HACJIEACTBEHHBIX 3a00aeBaHuit. Ciemny-
1o1111e 2 Bompoca KacaloTcsl UHGOPMUPOBAHHOCTH O ILIa-
HUPOBAHUU CEMbU U CBSI3aHHBIX C HUM F€HETUYECKUX UC-
cJenoBaHusIX. 3aKI0YMTEIbHbIE 5 BOPOCOB aHKEThI Ha-
MpaBeHbl HEMOCPEACTBEHHO Ha BBISIBIEHNE OTHOILLIEHUS
K TeHETMYECKOMY CKPUHUHTY Ha HOCUTEIbCTBO YaCThIX Ha-
CJIEICTBEHHBIX 0OJIE3HEN CpeU MIAaHUPYIOIIUX CO3AaHUe
CeMbM, OEpEMEHHbIX XXEHIIUH U JeTei, K MPOXOXKIECHUIO
HHK-TecTupoBaHus caMUM PECITOHIEHTOM.
CraTucTUYeCKUil aHaIU3 TaHHBIX aHKETHOTO OIpoca
BKJIIOYAJT BBIYUCIIEHUE CPEHEro 3HaYeHUs CO CTaHAapT-
HBIM OTKJIOHEHUEM JIJIs1 OLIEHKU BHIOOPOYHOI Bapuadeib-
HOCTU KOJIMYECTBEHHBIX MoKa3areseil. it KauecTBeHHbIX
rnokasaTesieil BBIUUCISUIN aOCOTIOTHBIE MU OTHOCUTEIbHbIE
4acTOThI (MpoueHThI). C 1eJIblo MPUOIMXKEHUS BBIOOPOY-
HbIX YAaCTOT OTBETOB PECIIOHEHTOB K F'€éHePaJIbHbIM (TTOITY-
JIILIMOHHBIM) TTOKa3aTesIsSIM BEIUMCIISIN 95% noBepuTesib-
Hble MHTepBayibl MeTogoM Kionmnepa-ITupcona. Ananus
CTPYKTYPbI OTBETOB Ha BOIPOCHI aHKETHI MPOBEJIU C TO0-
MOIILIbIO KJIACTEPHOTO aHaiu3a (IMTOCTpOeHUE epeBa Kiia-
CTEpOB) B Cpejie MakeTa MpUKIaIHbIX MporpaMm Statistica
6.0 (StatSoft, USA). B3anMocBsI31 BApUaHTOB OTBETOB
QHAJTU3MPOBAIU MYTEM MOCTPOEHUS TaOIUIL COMPSIKEH-
HOCTHU ¢ BhluncieHueMm kputepus x> [upcona, x? [upco-
Ha ¢ TTOTpaBKoii Ha MpaBIoIoA00Ke U TOUHOTO KPUTEPUSs
®Duiirepa B 3aBUCMMOCTH OT BEJIMYMH OXMAAEMbIX YACTOT.

Pesynbrathbi

CeMeiiHasl OTSTOIIEHHOCTD OTIPOIIEHHBIX SIBJISICTCS
OIIHUM M3 BO3MOXHBIX (PaKTOPOB, BIMSIOIINX Ha UX OTHO-
IIeHNe K TeHETUIECKOMY CKpUMHUHTY. Pe3ynbraTel uccie-
JIOBaHUSI CEMEMHOM OTSITOIIEHHOCTU PECIIOHIEHTOB TIPU-
BeICHHBI B Ta0I. 1.

ITo MHEHUIO PECIIOHIEHTOB, B UX CEMbSIX 4aCcTOTa CITy-
yaeB HACJEICTBEHHBIX 3a00JIeBAHUN MOXKET TOCTUTATh
29%. YacTota BpOKAEHHBIX TIOPOKOB PAa3BUTHSI B CEMbSIX
ouenusaerca B 20%. ITpu 51oM 10 13% ONpoILEeHHBIX CYHK-
TaeT, YTO Y HUX UMEIOTCS HacJIeICTBEeHHBIE 3200 IeBaHNS,
a 1o 14% nHaceneHust Ha MOMeHT onpoca npoiwiu JJHK-Te-
CTHPOBaHNE Ha HOCUTEIbCTBO YACTHIX B SIKyTHM Hacem-
CTBEHHbIX 3a00JIeBaHUIA.

MNuabopMUpOBaHHOCTDh HACEJIEHUS O HACJICICTBCH-
HBIX 3200JIEBAaHMSIX U O HOCUTEJIbCTBE MAaTOTCHHBIX Bapy-
AHTOB B T€HAaX 3[I0POBBIMM JIIOJbMU TAKXKE MOXKET BIUSITh
Ha OTHOIIIEHUE K TeHEeTUIECKOMY CKpUHUHTY. Pe3ynbra-
ThI OITpOCa MpeAcTaBieHbl B Ta0. 2. J1o 44% orpoiieHHbIX
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UHGOPMUPOBAHO O TOM, UTO 3M0POBbBIE JIIOAU MOTYT ObITh
HOCUTEJISIMU HaCJIeACTBEHHBIX 3a00JIeBaHUIA, U Y UX Je-
Teil MOTYT pa3BUTbCS 3TU 00sie3HU. bojiblasi yacTh Hace-
JneHust (o 78%) npu3HaET, YTO KOHCYJIbTallMsl Bpaya-re-
HeTHKa SIBJsIeTCS BaXKHBIM MOMEHTOM IPU MJIAaHUPOBAHUU
POXIEHUS NETEM.

Hcxons U3 moay4eHHbIX pe3yJbTaTOB MOXHO Mpe.-
rnoJjiaraTh, 4YTO ONPOIIEHHbIE MPUIAIOT BAXXKHOE 3HAYEHUE
HacJIeACTBEHHbIM (pakTOpaM, KaK BO3MOXHOW MPUYUHE

Medical genetics 2023.Vol. 22. Issue 3

pa3BuTHsI 60JIe3He. 3HaYnTeIbHAs YaCTh HACEJEHUS Je-
MOHCTPHUPYET MHMOPMUPOBAHHOCTL O HOCUTEJIBCTBE Ha-
CJIEZICTBEHHBIX 0O0JIE3HEI 3M0POBBIMU JIIOIBMHU 1 IPOSIBIISICT
TOTOBHOCTB K CO3HATEJIbBHOMY TUIAHUPOBAHUIO POXKICHUS
310pOBLIX AeTelt. M BCE xKe ycTaHOBJIEHHas 10Jis1 UH(OP-
MUPOBAaHHBIX PECTIOHAECHTOB HEAOCTATOYHO BBICOKA.
OCHOBHBIE pe3yJIbTaThl aHKETHOTO OIpOca, Kacarollu-
€CsT OTHOIIEHUS K TeHETUYECKOMY CKPUHWHTY, TIPUBEICHBI
B T20J. 3. M3ydyeHne 3aMHTEpEeCOBAHHOCTH M TOTOBHOCTH

Ta6nuua 1. OueHka pecnoHAeHTaMN Hann4unAa HacneacTBeHHbIX 3aboneBaHnin n BpO)KAéHHbIX NMOPOKOB pa3BUTNA B UX CEMbAX

Table 1. Respondents’ assessment of the presence of hereditary diseases and congenital malformations in their families

HacnencreeHHble 3a005i1eBaHUS Y POJACTBEHHUKOB

BapuaHThl OTBETOB Abc. % 95% AN
na 65 24,0 19,0-29,5
HeT 203 74,9 69,3-80,0
He yKa3zaHo 3 1,1 0,2-3,2

BDO)KE[EHHLIC TIOPOKHU pa3BUTHUA Y POACTBEHHUKOB

na 40 14,8 10,8-19,6
HET 226 83,4 78,4-87,6
He yKa3aHO 5 1,8 0,6-4,3

HacnenctseHHble 3a001eBaHUS Y PECTIOHIEHTA

na 24 8,9 5,8-12,9

HET 244 90,0 85,8-93,3

HE yKa3aHO 3 1,1 0,2-3,2
JAHK-TtecT y pecrioHneHTa

na 26 9,6 6,4-13,7

HET 243 89,7 85,4-93,0

He yKa3aHo 2 0,7 0,1-2,6

Ta6n|/|ua 2. MHd)OpMIIIPOBaHHOCTb HaceJIeHNA O HOCUTEJNIbCTBE HaCcNeACTBEHHbIX 3aboneBaHui

N reHeTN4YeCKoOM KOHCYNIbTUPOBaHNN ceMmbu

Table 2. Awareness of respondents about the carriage of hereditary diseases and genetic counseling

Hocurenu HacieacTBEHHbIX 3a00JI€BaHUI Cpeliv 310POBbBIX JIIOACH

BapuaHThl OTBETOB Abc. % 95% N
Ia 102 37,6 31,9-43,7
HeT 169 62,4 56,3-68,1
KoHcybTalms Bpaya-TeHeTHKA 10 POXKICHUS TeTeil
na 198 73,1 67,4-78,3
HET 18 6,6 4,0-10,3
3aTPYIHSIOCH 52 19,2 14,7-24,4
He yKa3aHO 3 1,1 0,2-3,2
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ISSN 2073-7998

MeouyuHckasa 2zeHemuka 2023. Tom 22. Homep 3

https://doi.org/10.25557/2073-7998.2023.03.47-53

HaceJIeHUs K yYaCTUIO B TEHETUYECKOM CKPUHUHTE MOXKET
MOMOYb B PELICHUM 3324 110 MOBBIIIEHUIO €0 d(PhHeKTUB-
HocTU. Pe3ynbTaThl OLIEHKU OTHOLIEHUST K TeHETUYECKO-
MY CKPMHUHTY HaceJIeHUsI COOTHOCSITCSI C aHAJTOTUYHBIMU
pe3yabTaTamMu U3ydyeHus uHgopmupoBaHHoctu. K reHe-
TUYECKOMY CKPUHMHTY MOJIOXUTEIbHOE OTHOILIEHUE BbI-
pasuiu 10 77-81% omnpolieHHBIX, a OTPULIATEIBHO OTHO-
carest 10 2-9%. Ilpu atom no 14-27% He onpeneauauch
B CBOEM OTHOILIEHUU.

ITo naHHBIM pe3yabTaTaM MOXXHO MPUITU K 3aKJTI0Ye-
HUIO O TOM, YTO OMPOLIEHHbIE XUTEJU AKYTUN B LIEJIOM
MOJIOXUTENBbHO olieHuBaeT nposeaeHue JJHK-Tectupona-
HUs OEpeMEHHBIX XXeHIIMH, IeTei U OyayIIMX pOAUTeIei
Ha HOCUTEJIbCTBO YaCThIX HACJIEACTBEHHBIX 3a001€BaHUIA.

Ilcuxonoruyeckasi TOTOBHOCTb HaceJIeHUs MPOUTU
HHK-TecTupoBaHUe Ha HOCUTEIbCTBO HACIEICTBEHHBIX
3a00JIeBaHUI MOXET CBUAETEIbCTBOBATh O JOCTATOUHOM
ypoBHe obuieil undopmupoBaHHocTu. [Ipu aTOoM ypo-
BeHb (haKTUUYECKOI TOTOBHOCTHU, BO3MOXKHO, OyIeT 3aBU-
CeTb OT KOMILIEKca IPyrux hakTopos.

PesynbraThl onpoca nokasaiu BEICOKUIA MPOLIEHT y4acT-
HUKOB, roToBbIX npoiiti [JIHK-tectupoBanme (Tad.. 4).

Takum 06pa3oM, Ha OCHOBaHUM OOIIMX PE3YJIbTATOB
MPOBEAEHHOTO OMPOCa MOXHO ClIeJaTh MPOTHO3 BHICOKOM
BEPOSITHOCTM YCHEIIHOMN peaan3aliuiyd MporpaMMbl reHe-
TUYECKOTO CKPUHUHIA HAa HOCUTEbCTBO YaCThIX HACe-
CTBEHHbIX 3200JIeBaHUi cpeu HaceaeHUsT AKyTuu.

CouuanbHble paKTopbl, BAMAIOLIME HA OTHOLLIEHNE
K reHeTUYeCKOMY CKPUHUHTY Ha HOCUTENIbCTBO
4acTbIX Hac/leACTBEHHbIX 3a6osieBaHM

HccnenoBaHue CTpyKTYpbl OTBETOB HA BOIIPOCHI aHKE-
Thl TPOBOAMUJIOCH C 11€JIbIO BBISIBJIEHUST COLIMATIbHBIX TPYIIIT
HaceJIeHUs], pa3aessIIoIIMX CXOXKUE B3IJISIbl HA TEHETUYE-
CKMI CKpUMHUHT. Pe3ynbTaThl IpOBEAEHHOTO KJIACTEPHOTO
aHajv3a MPUBEJEHbI HA PUCYHKE.

Pesynbrarhl UccaenoBaHKs MO3BOJWIN BbIACIUTD ABE
KPYITHBIEC TPYIIITHI B3aMMOCBSI3aHHBIX OTBETOB (PHCYHOK).
B nepBhIit kitacTep (rpyriiny) BOIIINA OTBETHI HAa BOITPOCHI, Ka-
CalOIIMECS MOJI0BOU MPUHAIEXKHOCTU, HAJTMYMS AETEM, CO-
rinacusi camoro pecrionneHTa Ha JIHK-tectupoBaHue, oTHO-
1IeHus K KoHcyapTaumu reHetuka u JIHK-tectuposanuio
1o co3panus ceMbt, K JIHK-TecTnpoBaHuio 6epeMeHHBIX
JKEHIIMH U IETEH, OTHOLLIEHUSI K TeHETUYECKOMY TacropTy
M MecCTa XXUTeJbcTBa. BTopoii kiactep o0beAMHII YPOBEHb
00pa30BaHMS PECITOHICHTOB, UX OTHOIIICHUE K PEJTUTHH, Ha-
JINYUe HACJIENICTBEHHBIX 3a00JIEBAHMIA Y CAMOT'O PECTIOH/IEHTA
M €r0 POACTBEHHUKOB, HAIMYKE BPOXKIEHHBIX TOPOKOB pa3-
BUTHS Y POJCTBEHHMKOB, TUIAHWPOBAHUE POXXACHUS AETEN

Medical genetics 2023.Vol. 22. Issue 3

B Oymy1ieM 1 ”HOOPMUPOBAHHOCTbH O HOCUTEILCTBE HACIe -
CTBEHHBIX 3200JIeBAaHWIA 310POBBIMU JTIOABMU. OCHOBHBIMU
OOBEIMHSTIOIMMI XapaKTePUCTUKAMU TIEPBOTO U BTOPOTO
KJIACTEPOB SIBJISTIOTCSI MECTO JKUTEJILCTBA M YPOBEHb 00pa30-
BaHUST PECITOHICHTOB COOTBETCTBEHHO.

PesynbTaThl K1acTepHOTo aHaIM3a MO3BOJIMIIN YCTaHO-
BUTb, UYTO MECTO XXKHUTEJIbCTBA U YPOBEHb 00pa30BaHMSI Ha-
CeJICHUST MOTYT OKa3bIBaTh 3aMETHOE BIIMSTHME Ha OTHOIIIE-
HUE K TeHETUYECKOMY CKpUHUHTY. J10J1s1 JKUTeeit ¢ neTh-
MU B CéJiax BbIlE, 4yeM B ropoje — 83,3% u 69,1% (x*=7,09;
ct.cB.=1; p=0,007) coorBeTcTBeHHO. KpOoMe Toro, celib-
CKMe XUTEJIU Yallle BhIPaXaloT CBOE coriacie Ha Ipo-
xoxnenne JHK-rectuposanus (93,0%) 1Mo cpaBHEHUIO
¢ ropoackumu (81,2%) (x> c monp. Ha npasaonon.=7,94;
cT.cB.=2; p=0,018). BoablIMHCTBO pECIIOHIEHTOB C BbIC-
M obpasoBaHueM (67,7%) NaaHUPYET POXKIEHUE JI€-
teit (x>=9,91; cr.cB.=2; p=0,007), TOrma Kax y Jroaei co
CPEIHUM CIELUAIBHBIM W CPEIHUM 00pa3oBaHUEM aHa-

Ta6bnuua 3. OTHOWweHue pecnoHgeHToB K JHK-TectupoBaHuio
Table 3. Attitude of respondents to DNA testing

OtHoienue K JIHK-TectupoBaHuio 6epeMeHHbIX XEeHIIMH

BapuaHTBI OTBETOB AGc. % 95% O
TTOJIOKUTETBLHO 196 72,3 66,5-77,6
OTpULIATETTLHO 16 5,9 3,4-9,4
3aTPYAHAIOCH 58 21,4 16,7-26,8
HE yKa3aHo 1 0,4 0,0-2,0
OrHomenue k JIHK-TectupoBanuio nereit
MOJIOKUTEbHO 207 76,4 70,9-81,3
OTPULIATEJIBHO 11 4,1 2,0-7,2
3aTPYAHSIOCH 50 18,5 14,0-23,6
HE yKa3aHo 3 1,1 0,2-3,2
OtHourenue K JIHK-TectupoBanuio Oyayimmx poaureseit
MTOJIOXKUTEJIbHO 201 74,2 68,5-79,3
OTpUILIATEJILHO 14 5,2 2,9-8,5
3aTPYIHSIIOCH 56 20,7 16,0-26,0

Ta6bnuua 4. Cornacue pecnoHgeHToB Ha [JHK-TecTupoBaHune
Table 4. Consent of respondents to DNA testing

MeoduyuHckas 2zeHemuka [Medical genetics] 2023; 22(3)

BapuaHTBI OTBETOB Abc. % 95% 1N
corjiaceH (Ha) 242 89,3 85,0-93,0
He coryaceH (Ha) 7 2,6 1,0-5,3
COMHEBAIOCh 22 8,1 5,2-12,0
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JIOTUYHBIN MoKa3aTeab coctaBui 55,0% u 43,0% coot-
BETCTBEHHO.

Takske moka3zaHo, YTO ypOBeHb MH(GOPMUPOBAHHO-
CTH HAacCeJIEHUS TTOJIOXUTEbHO aCCOLMUPYETCS C OTHO-
IIeHWEM K TeHeTUIEeCKOMY CKPpUHMHTY. Bece mHpopMu-
poBaHHbIe pecrioHAeHTbI (100%) BbIpa3win coriacue Ha
npoxoxaeHue JHK-TectupoBaHus, Toraa Kak aHajao-
TWYHBIM TTOKa3aTe b Y HeMHGOPMUPOBAHHBIX COCTaBUII
83% (x*=19,6; cr.cB.=1; p=0,000), K BBEIEHHUIO TEHETH -
YeCKOTO MacropTa MoJI0KUTEIbHO OTHECTUCH 81% TIpoTUB
66,8% (x*=8,9; cr.cB.=2; p=0,011), IHK-TecT y OepemeH-
HBIX >KEHIIWH MTOJIOXUTEIBHO OLieHUIN 85% mipoTuB 65%
(x*=13,3; cr.cB.=2; p=0,001), KOHCY/IbTALIMIO Bpaya-Te-
HeTuKka u npoxoxaeHue JIHK-Tecta nepen BcTyrmjieHU-
eM B Opak ogoopuiaun 86% (x*=12,67; cr.c.=2; p=0,001)
u 84% (x*=9,0; cr.cB.=2; p=0,010) potus 66,5% 1 68%
cooTBeTcTBeHHO. [1pu aT0M 88% MHOOPMUPOBAHHBIX pe-
CITIOHJIEHTOB SIBJISTIOTCS KEHITMHAMMU.

B 10 ke Bpemsi clienyeT OTMETUTD, UTO HaJTUIKe NeTeil
Y PECIIOHJEHTOB 3aCTaBJISIET UX C OCTOPOXKHOCTHIO OTHO-
cutbes K JIHK-tectupoBaHuio neteit u 6epeMeHHbIX KeH-

MonoBasA NpUHaANeKHOCT b

Hannuue getein

Coenacue Ha [JHK-mecmupoeaHxue

OTHOLLEHNE K KOHCYNLT auuKu reHeT uka A0 C03AaHNA CeMbU
OrHowenne k JHK-TecTy A0 C03AaHNA CEMbU

OrHowenne k IHK-TecTy y geteit

Ot Howenue k IHK-TecTy y GepeMeHHbIX

OTHoLLEHME K NepCOHNd L. MHD-NN O TeHeT . MaT ep. YenoB eka
Mecto xxutenbcTB a (ropoa, ceno)

YpoB eHb 06pa3oBaHna

PennmosHocTb

HacneacTBeHHble 3a6oneBaHnA y peCnoHAeHT a

OHK-TecT y pecnoxaeHTa

HacneacT e eHHble 3a60neBaHNA y POACT BEHHUKOB

BMPy poact BeHHNKOB

MnannpoB aHne poxaeHnA aeT e

3A0poBbLIE HOCUT ENKU HAacNeACT BEeHHbIX 3aboneBannit
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muH. Tak, cpeny OnpoIIeHHBIX ¢ IeTbMU Ha TaHHbIE BO-
MPOCHI 3aTPYIHUINCH OTBeTUTD 22% (¥*=12,8; cT.cB.=2;
p=0,001) 1 22,5% pecroHAEHTOB COOTBETCTBEHHO. B rpyr-
e PECTIOHICHTOB 0e3 NeTell aHaJIOTMYHbIe TTOKA3aTeIn CO-
craBwm 7,3% n 17,8%.

3ak/ovyeHne

[1o pe3ynbTaraM NpoBenEHHOTO UCCIEIOBAHUS MOX-
HO cenaTh 3aKII0YeHNe O TOM, YTO HaceleHue SAKyTumn
TIOJIOXKUTETEHO OTHOCUTCS K TTPOBEIEHUIO TEHETUYECKOTO
CKPUHMHTA Ha HOCUTEIbCTBO YaCThIX HACICACTBECHHBIX 3a-
OosieBaHUiA. B TO ke BpeMsi OTHOLLIEHME HACeIeHUSsI K TeHe-
TUYECKOMY CKPUHMHTY U €T0 OTAEIbHBIM COCTABJISIIOLLIUM
dopMupyeTcs 1o, BIUSHUEM psifia COLMATBHBIX (haKTO-
POB, C pa3HOU CTETIEHbIO MOIUGUITNPYIOIINX MHEHUE pe-
CITOH/ICHTOB.

Tak, oTHOIIEHNE K TEeHETUIECKOMY CKPUHMHTY B 3Ha-
YUTEJIbHOM CTETIEHU 3aBUCUT OT 00pa3a XXM3HU — TOPO/I-
CKOTO U cenbcKoro. CebCKoe HaceleHrue 00jiee OTKPHITO
BBIpAXKaeT CBOE MOJIOXKUTEJIbHOE OTHOIIIEHUE K TeHETUYC-

1

0 200 400 600 800 1000 1200

[lankHoCT b CBA3EI MeXAy 0TBETaMu
PECNOHAEHT 0B

JeHaporpamMma CTpyKTypbl OTBETOB PECMOHAEHTOB MO pe3ysibTaTam K/lacTePHOro aHanvsa

Dendrogram of the structure of respondents’answers (cluster analysis)
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CKUM TecTaM. B MeHbllIeli cTerneHr Ha MHeHWE PECTIOHIEH-
TOB BJIMSIET HAJIMUMeE AeTel Kak caabblil ciepKuBaroui
dakTop, 3acTaBasgIolIUil 60JIee OCTOPOXKHO OTHOCUTHCS
Kk JIHK-TectupoBaHuio.

Crenyroniei onpeaensitoleil xapakKTepucTUKoOu oT-
HOIIEHUSI HaceJeHUs K TeHETUYECKOMY CKPUHUHTY SIB-
JIsieTcsl ypoBEeHb 00pa30BaHMsl, OT KOTOPOTO YacTO 3aBU-
CUT U YPOBEHb XU3HU. PECITOHIEHTHI ¢ BHICIIUM 00pa3o-
BaHUEM Yallle TJIaHUPYIOT POXKIEHUE AeTeil B OymyieM
U MPOSIBJSIOT OOJBIIYIO CTeNEHb UH(POPMUPOBAHHOCTU
0 HOCUTEJIbCTBE HACJeICTBEHHbIX 3a0oeBaHuit. I1na-
HUPOBaHUE POXIEHUS AETEil, B CBOIO ouepeab, 3aMeT-
HO TMOBBIIIAET OTBETCTBEHHOCTb PECTIOHAEHTOB IO OT-
HoweHuto K JIHK-rectupoBanutio. B autepatype Takxe
OTBOIMTCS BaxkHasl poJib MHOOPMUPOBAHUIO HACEJICHMUSI
0 LEeJU U 3aJadyax MPOBOAMMOIO F€HETUUYECKOI0 CKpU-
HUHTA Ha HOCUTEJIbCTBO BAPUAHTOB F€HOB, SIBJISIOLIMX-
csl IPUYMHOMN Hac/eACTBEHHbIX 3aboseBaHuil. [Ipru3Ha-
€rcs a(pheKTUBHOCTL 00pa3oBaTEIbHBIX MEPOTPUSITUIA
B MpodUIaKTUKe POXKIESHUS AeTell ¢ HacCAeACTBEHHOU
narojorueii [9].

Takum obpazom, IS paclIMpeHuUs] oxBaTa Haceye-
HUS ¥ MOBBILIEHUS 9 (HEKTUBHOCTU TEHETUYECKOTO CKPH-
HUHra B IKyTUM HEOOXOAMMO MPOBOAUTH MEPOTIPUSTUS
M0 MHOOPMUPOBAHUIO O YACTBIX HACJIEACTBEHHbIX 001e3-
Hs1x. B KauecTBe 1ieJIeBOI aymIUTOPUU MOKHO paccMaTpu-
BaTh FOPOJICKOE HACEJIEHNE U MOJIOJbIe CEMbU C JETbMU.
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